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CASES FOR DIAGNOSIS

[Translated article]
Spontaneous Ecchymoses in a
Young  Woman Leading to  the
Diagnosis of Hypermobile
Ehlers-Danlos Syndrome

Equimosis  espontáneas en una mujer joven,
con propuesta de  diagnóstico de síndrome de
Ehlers-Danlos hipermóvil

Case-report

A  30-year-old  female  was  seen  in  the  outpatient  clinic  with
recurrent  bruising  that  appeared  spontaneously,  or  after
minimal  trauma;  these  were  barely  painful  and  would  dis-
appear  on  their  own  after  a  few weeks  leaving  a greenish
discoloration.  She had  a personal  history  of  migraine  and
myopia,  her  mother  had a  history  of surgery  for  retinal
detachments  in several  occasions,  and,  since  her  father  had
a  diagnosis  of  Von  Willebrand’s  disease,  she  had  already  been
evaluated  by  hematology,  who  ruled  out a  coagulation  dis-
order  after  finding  normal  coagulation  tests  and platelet
aggregation  curve.  Nevertheless,  coagulation  function  was
reassessed  finding  normal  PT,  PTT,  platelet  aggregation
curve,  VWF:  Ag  and hemogram,  although  a  slightly  prolonged
bleeding  time  was  found  (13/9  min).

Physical examination

The  initial  examination  revealed  several  ecchymoses  of dif-
ferent  sizes  predominantly  in the  lower  extremities  (Fig.  1).
Her  skin  was  velvety  in appearance  and  to  the  touch,  she  had
some  atrophic  scars  on  her legs  and  arms,  piezogenic  papules
and  hyperelasticity  of  the  skin  (Fig.  2). With  these  find-
ings,  joint  mobility  was  assessed,  scoring  7/9  in the Beighton
scale  (Fig.  3);  based  on  these  clinical  findings,  a  diagnosis  of
hypermobile  Ehlers-Danlos  Syndrome  (hEDS)  was  proposed.
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Figure  1 Bruises,  spontaneous  ecchymoses,  and  postinflam-

matory hyperpigmentation  predominantly  on  extensor  surfaces

of the  lower  extremities.

Figure  2  Hyperelasticity  of  the skin,  stretching  beyond  3  cm

in the  neck  (superior  left);  Pyezogenic  papules  (superior  right);

Atrophic  scars  (bottom).

Figure  3  Assessment  of  joint  hypermobility  with  the  Beighton

score: Ability  to  flex  spine  placing  palms  to  floor  without  bend-

ing knees  (Left)  ---  1 point;  Active  hyperextension  of  elbow  >10◦

(Superior  right)  ---  1  point  each  side;  Active  hyperextension  of

knee >10◦ ---  was  not  present;  Passive  apposition  of  thumb  to

forearm (Bottom  middle)  ---  1 point  each  side;  Passive  hyperex-

tension  of  fifth  metacarpal-phalangeal  joint  >90◦ (Bottom  right)

--- 1 point  each  side.

What is the  diagnosis?
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CASES  FOR  DIAGNOSIS

Diagnosis and  evolution

The  patient  was  referred  to genetics,  who  considered  ruling
out  classical  EDS  and  ordered  a genetic  panel  and com-
plementary  tests.  A  mild  mitral  prolapse  was  identified
through  M-mode  echocardiogram  (posterior  mitral  leaflet
2  mm  above  the  annular  plane).  MRI  and X-rays of  the  dor-
solumbar  spine  and  knees  demonstrated  mild  scoliosis  with
facet  joint  stenosis,  bilateral  patellofemoral  malalignment,
and  grade  1 chondromalacia  patellae.  The  ophthalmologic
evaluation  found  bilateral  lattice  degeneration  of  the retina
with  a  small  peripheral  tear  in the  left  eye,  which  was  cor-
rected  through  photocoagulation.

The EDS  genetic  panel  was  negative  but  diagnostic
criteria  for  hEDS  were  met  by  the  patient  (Table  1. Supple-
mentary  data),  and  also  by  her mother.  Paraclinical  findings
allowed  starting  an  opportune  multidisciplinary  approach  to
attenuate  further  deterioration.  Treatment  with  ascorbic
acid  2 g  daily  was  started,  the  patient  referred  decreased
bruising.

Discussion

EDS  encloses  a broad  group  of  genetic  disorders  of  the
connective  tissue;  according  to  the latest  classification,
there  are  13  subtypes,  being  hypermobile  the most fre-
quent  one  with  an estimated  prevalence  of  1:5000.1 hEDS
is  inherited  in an autosomal  dominant  pattern,  it  is  charac-
terized  by  generalized  joint hypermobility  predisposing  to
instability  and  early  degenerative  joint  disease,  skin  hyper-
extensibility  that  is  milder  than  in other  EDS subtypes,  and
easy  bruising.  It may  be  associated  with  mitral  valve  pro-
lapse,  migraines,  postural  orthostatic  tachycardia  syndrome
(POTS),  ocular  alterations  (including  myopia  and  predisposi-
tion  to  retinal  detachments),  chronic  pain,  and  psychologic
disturbances.2---4

A  genetic  mutation  hasn’t  been  identified  yet,  hence  the
diagnosis  remains  clinical  and  based on  the  criteria  estab-
lished  by  the  International  Consortium  on  Ehlers-Danlos
Syndrome  &  Related  Disorders  in  association  with  the  Ehlers-
Danlos  society1;  three  criteria  must  be  met:  The  presence
of generalized  joint  hypermobility;  systemic  manifestations,
family  history,  and/or  musculoskeletal  complications;  and
the  exclusion  of  alternate  diagnosis  (Table  1).

Given  the  broad  compromise,  patients  require  multidis-
ciplinary  management  aiming  to  prevent  the complications
that  might  present,  and  should be  tailored  to  the  particu-
lar  manifestations  of each  patient;  there  is  no  standardized
approach  for soft  tissue fragility  and its  manifestations,  but
the  use  of  high  doses  of  ascorbic  acid  (1---4  g  daily)  may
improve  wound  healing  and decrease  easy  bruising.5 It is  also
advisable,  when practicing  procedures  in these patients,  to
consider  longer  times for  suture  removal,  up  to  5 days  later
than  in  non-EDS  patients.6

Ehlers-Danlos  syndrome  is  an entity  with  a  variable  pre-
sentation  that  usually  has  cutaneous  manifestations,  these
may  be the leading  cause of  consultation,  so the  dermatol-
ogist  must  be  aware  and alert  to the  identification  of  the
different  signs suggestive  of  the  disease.  In this  case,  the
presence  of  ecchymoses  led  to  the diagnosis  and  allowed
the  opportune  identification  and  management  of  subclinical
multisystemic  compromise.
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Appendix A. Supplementary data

Supplementary  data  associated  with  this  arti-
cle  can  be found,  in the online  version,  at
doi:10.1016/j.ad.2022.05.011.
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