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EDITORIAL

Diagnostic  and  interventional  radiology  is  a
milestone  in  the  management  of  renal
tumors  in  Birt-Hugg-Dubé  syndrome

Initially  described  in  1977,  Birt-Hogg-Dubé  (BHD)  syndrome  is  currently  defined  as  an  auto-
somal  dominant  condition  caused  by  germline  mutations  in  the  FLCN  (folliculin)  gene
located  on  chromosome  17p11.2  [1]. BHD  syndrome  is  characterized  by  skin  fibrofolliculo-
mas,  multiple  lung  cysts,  spontaneous  pneumothorax,  and  renal  tumors.  Thus  far  about  200

families  with  BHD  syndrome  with  pathogenic  FLCN  mutations  have  been  reported  world-
wide  but  BHD  syndrome  is  probably  under-diagnosed  because  of  the  wide  variability  in  its
clinical  expression.

A seven-times  increase  in  the  risk  of  renal  cancer  have  been  reported  in  BHD  syndrome-
affected  individuals.  Renal  tumors  are  often  multifocal  and  bilateral  in  more  than  half  of
patients  but  rarely  metastatic.  Renal  cancers  occur  in  up  to  30%  of  the  patients  during
follow-up,  at  a  mean  age  of  50  years  (range  25—75  years).  Renal  tumors  are  more  fre-
quently  chromophobe  renal  cancer  and  a  mixed  pattern  of  chromophobe  and  oncocytic
renal  tumors,  while  other  histological  subtypes  such  as  clear-cell  and  papillary  carcinoma,
and  several  mixed  patterns  have  been  also  reported.

To  date,  no  guidelines  have  been  established  far  for  the  clinical  management  of  patients
with  BHD  syndrome  [2].  Because  of  the  increased  risk  of  renal  cancer,  surveillance  is  indi-
cated  for  carriers  of  FLCN  germline  mutations,  and  their  relatives,  after  20-year-old.  A
yearly  MRI  examination  seems  the  best  available  surveillance  method  to  detect  and  char-
acterize  renal  tumors  although  ultrasound  and  computed  tomography  examinations  may
be  used  alternatively  [3,4].  Although  size,  growth  rate  and  location  of  the  tumor(s)  will
directly  affect  the  therapeutic  decision,  MRI  provide  insights  of  the  tumors  which  will  help
to  avoid  biopsies  once  validated  by  prospective  studies  [5,6].  Researchers  have  demon-
strated  the  potential  of  multiparametric  MRI  to  characterize  noninvasively  different  renal
tumor  subtypes,  such  as  chromophobe  and  oncocytic  tumors,  the  two  main  tumor  subtype

encountered  in  BHD  syndrome  [7].  By  combining  all  the  imaging  MR  features  successively
reported  in  the  literature  and  following  practical  algorithms  based  on  a step-by-step  read-
ing  of  the  MR  images,  readers  are  now  able  to  identify  several  imaging  profiles,  which
appear  specific  of  each  renal  tumor  subtypes  and  their  aggressiveness  [8].
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As  in  any  other  hereditary  syndromes  such  as  Von  Hippel-
indau  disease  with  multifocal,  bilateral,  asynchronous
enal  tumors,  treatment  aims  to  spare  renal  function  and
revent  metastatic  disease  [9].  As  demonstrated  in  the
tudy  of  Matsui  et  al.  [10],  minimally  invasive  nephron-
paring  techniques  such  as  percutaneous  radiofrequency
blation  and  cryoablation  might  be  safely  and  accurately
onsidered  in  multidisciplinary  team  meeting  in  addition
o  partial  nephrectomy.  Relative  indications  of  nephron-
paring  surgery  and  ablations  should  be  discussed  based
n  disease  characteristics:  size,  number  and  location  of
he  tumor(s)  within  the  kidney  as  well  as  patient  surgi-
al  history  and  renal  function.  Based  on  the  growing  body
f  literature  on  BHD  syndrome,  surveillance  methods,  and
reatments,  studies  are  now  required  to  establish  rec-
mmendations  avoiding  the  risk  of  overtreatment  in  this
opulation.  Diagnostic  and  interventional  radiologists  have

 unique  opportunity  to  guide  the  management  decisions
n  BHD  syndrome,  allowing  appropriate  screening  and  coun-
elling  of  the  patients  and  their  relatives.
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