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ABSTRACT  
 

Marfan syndrome name d after  Antoine Marfan ,  a  French paed iat r ic ian who f ir st  
descr ibed the condit ion in  1896 i s  an autosomal  dominant  genet ic  d isorder caused by the 
misfo ld ing o f  the prote in  f ibr i l l in -1 which i s  encoded by the gene FBN1.

[ 1 , 2 , 3 ]
Here we 

present  a  case report  o f  6  year  o ld  developmental ly  normal  g ir l  ch i ld  who presented to  
our  OPD for  fever  and was found to have features character i st ic  o f  Marfan syndrome.  
What was  unique was the fact  that  her  mother and her  materna l  grandfather  a lso show ed 
features o f  marfan  syndrome.  
Keywords:  Marfan  syndrome,  genet ic ,  ta l l  stature,  th in  l imbs,  pectusexcavatum, pes  
p lanus,  arachnodacty ly ,  mitra l  va lve  regurg itat ion,  h igh arched palate .  
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Case Presentat ion  
 

A  6 year  o ld  developmental ly  normal  g ir l  ch i ld  came to our  OPD with  complaints  
of  fever  for  two days which was intermittent  and h igh grade .  She was accompanied by  
her  mother  who was ta l l  (172cm) with  th in  long l imbs.  On  examinat ion of  the ch i ld  she  
was found to weigh 21  kg and her  height  was  120 cm. Her arm span  was 126 cm; arm 
span to height  rat io  w as 1 .06 and upper segment to  lower segment rat io  was 1.03.  On  
head to foot  examinat ion,  her  head  was normal,  eyes  had a  b lu ish  sc lera  which was 
normal  for  her  age ,  her  neck,  sk in  and  sp ine was normal.  Her  chest  showed 
pectusexcavatum (f ig . I ) .  Her  l imbs wer e s lender ,  could  be easi ly  put  into hyper extens ion  
(f ig .  I I I )  and there was medial  d isp lacement o f  the medial  mal leo lus  ( f ig .  I I ) .  She had long 
f ingers and toes.  She was found to have jo int  hypermobi l i ty  wh ich  was 4/9 on the 
Beighton Sca le.  R ight  and left  elbow extension  maxed at  190 degree and r ight  and left  
knee extens ion  at  200 degrees.  On examinat ion  of  the CVS the apex beat  was felt  in  the  
4

t h
 in tercosta l  space ½ inch la tera l  to  the mid c lav icu lar  l ine.  F ir st  & second heart  sounds  

were heard  a long  wit h  a  short  systol ic  murmur  in  the pu lmonary and mitra l  a reas,  grade 
3/6 (Levine grad ing sca le) .  Her  respi ratory  and  central  nervous system was normal  and  
abdomen soft  wi th  no organomega ly ,  f ree f lu id  or  any palpab le mass . An Echo scan was  
done which revealed  a  mi ld  Mit ra l  va lce regurgi tat ion.  Her  mother aged 36 was a lso  
evaluated and found to  have features of  marfan syndrome.  She was ta l l  (172 cm) with  
th in  long l imbs,  an arm span to height  rat io  of  1.1,  a  h igh arched palate,  myopia,  
arachnodacty ly ,  pes p lanu s and mitra l  va lve regurgitat ion.  The mother ’s  father  was a lso  
examined and found to  have s imi lar  features includ ing pectusexcavatum. The fever  was  
evaluated and was determined to be of  v ira l  et io logy.  She was admitted and t reated  
symptomatica l ly  for  the  f ever.  She recovered in  5 days and was later  d ischarged.   

 

 
 

F igure  I :  Pe ct use xca va tu m  of  the  c h i ld  
 

 
 

F igure  I I :  Me d ia l  d i s lo ca t ion  of  th e  me d ia l  m a l le o lu s  
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F igur e I I I : Hyper  extens ion of  the e lbow jo int  
 

DISCUSSION  
 

The est imated inc idence of  MFS ranges f rom 1 in  5,000 to 2 -3  in  10,000 
persons.

 
The mutat ion in  the f ib r i l l in  gene causes p leiotropic  ef fects ;  thus,  a  wide range  

of  phenotyp ic  features is  der ived  from a s ing le gene mutat ion .  S everal  o ther  d iseases  
have presentat ions s imi lar  to  MFS,  making i t  exceed ing ly  d i ff icu lt  to  determine the exact  
inc idence [1,2] .

 

 

In  most  cases,  Marfan's  i s  recognized medica l ly  f rom a person 's physica l  
character i st ics .  The connect iv e t i ssue abnormal ity  usua l ly  af fects the t i ssues o f  the  
skeletal  system,  the eyes and the cardiovascu lar  system  [3-5].  People with  Marfan 's  tend  
to be considerably  ta l le r  than others .  

 
          The lower hal f  o f  the body i s  especia l ly  long and the arm span is  usual ly  greater  
than the person 's  height .  F ingers tend to be long and sp idery ;  the  spine i s  of ten  curved  
(a  cond it ion ca l led  sco l ios i s) ;  and the chest  bone can  bend inward  or  outward  [3,4,  9 -11] .  
Other character i st ics  include leanness ,  smal l  muscle mass,  loose- jo intedness,  f la t  feet ,  
backward curve of  the legs at  the knees and a  narrow mouth and smal l  jaw .  Peo ple with  
Marfan 's  tend  to be nears ighted.  

 
  Themost  ser ious complicat ions are loss o f  v is ion because of  d is locat ion of  the  
eyes'  lenses or  detached ret inas [5] ,  and weakening of  the aorta  render ing i t  more prone 
to rupture,  wh ich can be fata l .  Both problems underscore the  importance of  avo id ing  
vigourous physical  act iv it ies  [6,7,13] .

 

 

The diagnosis  is  tr icky  and must  be made by an expert  s ince many peop le without  
Marfan 's  may  share some or  even a l l  these character i st ics.  
 

To reduce the r i sk  o f  such compl icat ions,  pat ients are commonly  treated  with  a  
drug l ike  propranolo l  ( Inderal )  to  reduce stress on the aorta  by  decreas ing  the force o f  
heart -musc le contract ions.  T hey should  a lso undergo annual  card iovascular  examinat ions 
cal led echocardiograms to monitor  the cond it ion of  the aorta  and detect  other  heart  
problems [7,8] .  

 
          Many Marfan  pat ients a l so have weakened heart  va lves and must  take ant ib iot ic s  
before undergoing dental  work or  any other  procedure that  could  spew infect ious  
organisms into the b loodstream and cause a  cardiac in fect ion  [14-16].  Frequent  eye 
examinat ions are a lso advisab le ,  and pat ients  must  seek eye t reatment without  delay  
when they  not ice  any vi sua l  abnormal ity  [17].
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