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Achalasia associated with 
neurof i brotna tos is 

STEPHEN N SULLIVAN, MD, FRC PC, FRCP(LOND) 

SN SULLIVAN. A chala sia associated with neurofibromatosis. Can J 
Gastroenterol 1991 ;5 (2) :67-68. A 32-year-old patient with neurofibromatosis 
who developed achalasia is reported. At the second pneumatic dilation the 
esophagus was perforated, requiring surgical repair and myotomy. The patient 
made an uneventful recovery and now swallows wichoul difficulty. This is the 
second report of this association. 
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Achala.,ie et neurofibromatose 

RESUME: O n rapporte le cas d'un patient de 32 ans atteint de neurofibromatose 
ct qui a devcloppc unc nchalasie. Une perforation <le l'oesophage est survenue a 
la scconde d ilatation pneumatique et a necessite une reparation chirurgicale et 
une myocom ie. Apres J es suites operatoires simples, le patient peut maintenanl 
avaler sans difficul te. Cette association est rapportee pour la secondc fois. 

SYMPTOMATIC GASTROINTESTINAL 

invlllvement in neurnfibrnmaLOsis, 
or von Reck I inghausen 's d isease, is un
common ( 1,2). Tumours of neurogenic 
origin may bleed or obstruct by intussus
ception. An association wilh adenocar
cinoma of the intestine has also been 
reported (3,4 ). Megacolon from in
volvement o( the alllonomic nervous 
system has been described (5-9), and 
there has been one report of achalasia 
associated with neurofibromatosis ( I 0). 
The author reports another patient 
with the concurrence of these Lwo very 
rare diseases. 

CASE PRESENTATION 
A 32-ycar-old wt)man presented 

with a one lo Lwo year hiswry of slowly 
progressive dysphagia for sol ids and Ii
quilk The dysphagia was asspcimed 
with a retrosternal pressure-like pain 
which would be relieved suddenly as 
food and fluid left her esophagus, or if 
she induced vomiting. She also com
plained of postura l regurgirarion of 
recently ealen food. 

She had been diagnosed at age three 
years as having neurofibrnmatosis. The 
major manifestation had heen cutane
ous lesions - cafe-au-la it spots and 
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neurofibromas. She had had a number 
of plastic surgical procedures for 
removal of foci;il neurofihromas. There 
was no family history of neurofibro
malOsis. 

On physical examination the only 
abnormalities were numerous, raised, 
slightly pigmented neurnfibromas and 
fl at pigmented lesions which were hir
sute (Figure I) . 

A barium swallow revealed slight 
dilation of the hody of the esophagus 
with incomplete opening of the lower 
esophageal sphinCLer. 

Ar endoscopy the esophagus was 
filled with frothy saliva, but no food. 
The lt1wer esophagea I sphincter was 
tightly d osed, but allowed the passage 
llf the endoscope with minimal resis
rnnce. There was no evidence of a mass 
lesion in the distal esophagus or at the 
cardia. The esophagus could be fu lly 
inflated with air, and there was no 
motor activity, mher than some tertiary 
contractions. 

At esophageal manometry the lower 
esophageal sphincler ha<l a pressure of 
30 mmHg ahove intragasrric pressure. 
With both wel and dry swallows there 
was complete absence of peri~rnlsi~ in 
the body of the esophagus and forlure n( 

relaxation of the sphincter. In the body 
of rhe esophagus there were numerous 
low pressure Lertiary conlractions and, 
on a couple of occasions, wer ,wal lows 
induced long duration tertiary cnntrnc
tiuns with amplitudes up to 40 mm Hg. 
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Thl' patienL undl'rwent pneumatiL 
Jilatinn with a 30 mm R1 g ifl ex 
pneumat1L dilator. There was complete 
re ,olut1on of the dysphag1a for ap
prox im,ucly three months when the 
sympwms gradua lly returned, and she 
an ended for repeat pneumatic dila tion. 
Unfortunately, at the time of dilm1on 
the esoph,tgw, was perforated. S urgical 
repair and mymomy wa, necessary. At 
the timl' of thoracornmy no neuro
fihromas were evilknt 111 the meJ ia
stinum or 111 the wall of thl' es1)phagus. 
Afrer surgery the pat icnt maJe an un
eventful recovery and now ,wallows 
wnhour difficulty. 

DISCUSSION 
Is there an :Hsoc iatio n between 

neurof1hromaws1s and achala:,ia? Roth 
are uncom mo n cond It ions. Neu ro
fihromaros1s 1s a do minanrl y 111heri1ed 
ncuroect1xlermal Jy,pla,ia which ov 
c ur, in approximately on e in 3000 
births. Achalasia 1s an ,KquireJ condi
tion of unknown e110!1)gy with an in
c 1denLe of approximately lH1e in 
100,000. T ht·re 1s no reason wh) the 
two cnnd1t1on, could not occur hy 
chance ,done in the same individua l, 
hut that would he a very rare l'Vent. A 
cause and effect re lat 1onship is sup-

REFERENCES 
I. I k,chhcrg Fl I, l)a~ilva AR, Galdahm1 

J, R1d1,1rd,11n EP. (,a,tm1111c,1111al 
111volvemc111 in vim Rl·cklinghaLl',en's 
11curof1hmm.1tm1s. Neurology 
1974;24: 1144-51. 

2. Pctcr~cn JM, Ferguson DR 
G,1,1nunrc,t1n:1I n,·umf1hnimatlh1,. 
J C lm <.,asrmcnrcrol 
I 984;6:529- 34. 

3. Ncbon AM. Small huwcl 
aden1K,1 runom,1 .i,"Klillcd wnh 
ncumfihmmriro,1,. Am J G.1,trol'ntcrol 
1982;77: 149-5 1. 

4. JonL'' TJ, Marsh,111 T L. 

68 

Ncurofihmm,11,is1, ,111J ,m,1 11 h<.nvcl 
adenocarc111rnn.1: An 1111rcuign1zcd 

Figure I) Pauenc\ rnumernts sui:mara of ne11rofiln-mnaw.11s 

pmted hy the well estnhlisheJ associa
tion of nl'urofihromawsis with rncga
culon ( 5-9) ,rnd with bladdl'r 
dysfunction ( I 0, l l ). S ince thb 1s the 
second report uf achalas ia and neum
fi bromat os 1s occ urring rogethl' r, it 
would he worthwhile looking for subtle 
hmts of ncurofihromatosis in patients 
with ,1chalm,1a. This might con,bt sole
ly of cafe-au-lait spnts, or perhaps a few 

a"oci,1rn,n. Gut 1987;28: 11 7 3-6. 
5. Staple TW, McAli,ter WI I, AndtNm 

MS. Plcx1hmn ncurof1hrom,un,1s of 
rhc colon , 11nularmg I lirsLh,prung\ 
d isc;i,e. Am J Rncntgenol 
1%4;91:840-5. 

6. TL·rnhcrgJI., Winter, K. Plcx1form 
ncumfibmmatosi, of the colon a, a 
Lausc of cnngcnnal megacolon. 
Am) Surg 1965:109:663-5. 

7. Phat VN, Sclcur A, Da M, ct al. 
Primary mycntcric plexus altcratiom 
,1, ., cau,e of ffil'gacolon 111 von 
Rccklmghausen', d1sca,c. Pathnl Biol 
1980; 18:585-8. 

8. Saul RA, Srnrncr RA, Burger PL. 
Hypcrpl.1'1;1 of the myentcric plcxw,. 

in co nspicuou s c ut a n eous neuro
fihrnmas. Likewise, it would he worth 
asking patie nts wnh nl'umfihmm,1tosis 
about some of the subtle symptoms of 
achalasia and perhaps l'Ven doing 
barium swa llow,, radionuclide esopha
gl'a l transit studies, or esophagea l man
nmecry. Th is could establish once and 
for all whether t he re truly 1s an a:,socin
t1on hct ween these two cumin ions. 

It, ,1s,nc1ation wuh early mfanri k 
megacnlon and nl'tmif1hnun,11osis. 
Am J D1, Child 1982; I 36:852-4. 

9. Fc111,1a1 T, Tvslul.. 11, Schuffle, Ml), 
ct ,11. Mcgacnlon ,1nd 
ncumfihmm:tl<Nv A neunmal 
mrcsrmal dy,pla,m. Cia,1 r<1l'lll<'n1lngy 
1984;86: I 'i 7 ~-9. 

10. Foster PN, Stewart M, Lowe JS, 
A1kmwn M. Ach,ila,1.1-l1ked1,nrdernl 
th,· c,ophagu, m v,m Rcck l111gh,1u,en\ 
ncumfihmm,uo,i, Uur 
1987:28: 1522 -6. 

11. Cl.irk SS, Marrlctt MM, l'ruden1.10 RF. 
Ncumfihroma10.,., of 1hc bladder 111 

ch dJren: Ca,e repori and l11 er,11u r,• 
fl'\ 1t•w. J Uml 1977; I I 8:6'i4-6. 

CAN J (>J\STRUI NTI Rl)I Vl )I 5 Nu 2 MARl I I/APRIi 1991 



Submit your manuscripts at
http://www.hindawi.com

Stem Cells
International

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

MEDIATORS
INFLAMMATION

of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Behavioural 
Neurology

Endocrinology
International Journal of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Disease Markers

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

BioMed 
Research International

Oncology
Journal of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Oxidative Medicine and 
Cellular Longevity

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

PPAR Research

The Scientific 
World Journal
Hindawi Publishing Corporation 
http://www.hindawi.com Volume 2014

Immunology Research
Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Journal of

Obesity
Journal of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

 Computational and  
Mathematical Methods 
in Medicine

Ophthalmology
Journal of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Diabetes Research
Journal of

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Research and Treatment
AIDS

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Gastroenterology 
Research and Practice

Hindawi Publishing Corporation
http://www.hindawi.com Volume 2014

Parkinson’s 
Disease

Evidence-Based 
Complementary and 
Alternative Medicine

Volume 2014
Hindawi Publishing Corporation
http://www.hindawi.com


