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CASE REPORT
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Joube rt s yndrom e  is  an e xtre m e ly rare  autos om al re ce s s ive  dis orde r. It is  diagnos e d prim arily on th e  bas is  of
im aging and clinical findings . Ge ne rally diagnos e d in infancy, th e  cas e s  pre s e nt w ith  a cons te llation of s igns ,
m ainly ce re be llar. Im aging by MRI (Magne tic Re s onance  Im aging) re ve als  th e  path ognom onic ‘m olar tooth ’ s ign
and ‘bat w ing’ s ign. At our ins titution, a 7 m onth  old infant pre s e nte d w ith  abnorm al bre ath ing and e ye  m ove m e nts .
H e  w as  e xam ine d and found to h ave  h ypotonia and de laye d de ve lopm e nt, in addition to nys tagm us  and h ype rpnoe a.
On M RI s canning h e  re ve ale d th e  typical im aging findings , prom pting us  to re port th is  rare  cas e .
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ABSTRACT

Case Report

A 7 m onth  old infant pre s e nte d to us  w ith  nys tagm us ,
h ype rpnoe a, h ypotonia and de laye d de ve lopm e ntal
m ile s tone s . Th e  infant unde rw e nt MRI e xam ination
of brain, w h ich  re ve ale d th e  ch aracte ris tic m olar
tooth  s ign in axial s e q ue nce s  (caus e d by inade q uate
de cus s ation of fibe rs  in th e  s upe rior ce re be llar pe dun-
cle s , le ading to abnorm ality in th e ir appe arance  and
h e nce  th e  s ign (Fig. 1). Th e  bat w ing s ign w as  de -

m ons trate d as  w e ll (th is  s ign occurs  due  to h ypoplas ia
of th e  ve rm is , w h ich  le ads  to th e  form ation of a m id-
line  cle ft be tw e e n th e  ce re be llar h e m is ph e re s  and
cons e q ue ntly th e  bat w ing appe arance  of th e  fourth
ve ntricle  on axial M RI s e q ue nce s ) (Fig. 2).
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Figure 1: Axial T1W  im age  at th e  le ve l of th e  m idbrain s h ow ing
m olar tooth  appe arance  to h oriz ontally dis pos e d dys plas tic

ce re be llar pe duncle s .

Figure 2: Axial T1W  at th e  le ve l of ponto-m e dullary junction
s h ow ing bat w ing appe arance  of fourth  ve ntricle . Th e  ce re be llar
h e m is ph e re s  are  ne arly appos e d due  to th e  h ypoplas tic ve rm is .
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in as s ociation w ith  re tinal involve m e nt.
Im aging findings  are  ch aracte ris tic. Th e re  is  h ypo-
plas ia or aplas ia of th e  ce re be llar ve rm is  and th ick -
e ne d, h oriz ontally dis pos e d ce re be llar pe duncle s
(le ading to th e  m olar tooth  s ign). Both  th e s e  fe ature s
re s ult in a de form e d fourth  ve ntricle  (h e nce  caus ing
th e  bat w ing m orph ology of th e  fourth  ve ntricle ).
Us ually no s uprate ntorial abnorm alitie s  are  s e e n.
H ow e ve r, fe w  cas e s  h ave  be e n re porte d to h ave
corpus  callos al dys ge ne s is 7 and e nlarge d late ral
ve ntricle s .
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Figure 3: Axial T2W  im age  s h ow ing m olar tooth  appe arance .

Figure 4: Axial T2W  im age  s h ow ing bat w ing

Discussion

Joube rt s yndrom e  w as  firs t de s cribe d by Fre nch
ne urologis t Marie  Joube rt in 19 69 .4 Clinical fe ature s
of th is  s yndrom e  cons is t of nyts tagm us , h ypotonia,
h ype rpnoe a and de laye d m otor de ve lopm e nt.1-3 Th e
m ain path ology be ing aplas ia or h ypoplas ia of ve rm is
and abnorm ality of th e  pontom e s e nce ph alic junction.
O th e r as s ociate d findings  are  re tinal colobom a,
m ulticys tic k idne y dis e as e , tongue  h am artom a and
polydactyly.5,6 K idne y involve m e nt ge ne rally occurs

Conclusion

Joube rt s yndrom e  is  a rare  ne urological dis orde r
w h e re  m ode rn im aging h as  im m e ns e ly h e lpe d in
clinch ing th e  diagnos is .It h as  be e n infre q ue ntly
re porte d in lite rature , th us  prom pting us  to re port
th is  cas e , diagnos e d at our ins titution.
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