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Abstract .  Mayer Rokitansky Kuster Houser syndrome (MRKH syndrome) is characterized by Mullerian duct structures 
agenesis, vaginal atresia being the commonest variant. It can be associated with renal, skeletal, spine and other malformations. 
Patient with Mayer Rokitansky syndrome has a varied presentation from newborn period to adolescence. Thorough 
investigations are required for classification of the syndrome and diagnosis of associated anomalies. The MRKH syndrome 
patient may require complex vaginal reconstructive surgery and a detailed counseling about the potentials of menstruation and 
fertility. Here we are presenting a patient having association of anorectal malformation, Mullerian duct agenesis and renal 
anomaly. [Indian J Pediatr 2004; 71 (12) : 1133-1135] E-mail: drshreeprasad@hotmail.com. 
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Mayer-Rokitansky syndrome is one of the rare anomalies 
found in female children. It is characterized by Mullerian 
duc t  s t ruc tures  agenesis  wi th  renal  and  skeletal  
malformations.  Here we are reporting a case having 
associat ion of Mayer -Rok i t ansky  s y n d r o m e  and  
rec toves t ibular  f is tula i.e. an in te rmedia te  female  
anorectal malformation. 

CASE REPORT 

Seven years old female presented with repeated episodes 
of u r inary  tract infection. Her past  medical  his tory 
showed that she was diagnosed to have rectovestibular 
fistula and has undergone anorectoplasty, a definitive 
perineal pull  th rough  procedure  for rectovestibular 
fistula. She had not followed up for any further work up 
and investigations after that. Her general and systemic 
examinat ion was normal.  The perineal examinat ion 
showed an introitus that was short in antero-posterior 
extent and showed only single opening.  That was a 
no rma l ly  placed ure thra l  opening  and  the vaginal  
opening was absent. (Fig. 1) The anal canal was posed in 
the inter-ischial line and perineal body measured about 2 
cm. The anus  was tucked in w i thou t  any  mucosa l  
prolapse and had good grip on digital examination. The 
sacrum was complete and rest of the spine was normal. 
Bladder was not distended or expressible. Neurological 
examination was within normal limits. 

Her h e m o g r a m  was wi th in  normal  limits. Urine 
showed presence of 100-200 pus cells per high power field 
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Fig. 1. Perineal examination shows a short introitus with absent 
vaginal opening 

and urine culture showed presence of E.Coli sensitive to 
quinolones. Blood urea and serum craetinine values were 
normal. Ultrasonography showed absent left kidney and 
right kidney was ectopically placed in pelvis. There was 
no hyd roneph ros i s  or hydroure te r .  There was no 
significant post void residual volume. Both ovaries were 
located in pelvic. Uterus was not visualized in the pelvis. 
She responded to oral norfloxacin. A plan for further 
investigations was prepared for her. MCU did not show 
any vesicoureteric reflux. IVU showed right kidney was 
pelvic in position with delayed excretion of the contrast. 
The DTPA scan showed satisfactory function in solitary, 
pelvic r ight  k idney wi th  absent  left k idney  (Fig. 2). 
Cys toscopy  showed  presence of a sol i tary ureter ic  
opening on the right side. Diagnostic laproscopy showed 
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Fig. 2. DTPA scan shows absent left kidney and ectopic, pelvic right 
kidney. 

that cervix, uterus and about 75% of proximal portion of 
Fallopian tubes were absent on both the sides. Only the 
fimbrial ends of both the Fallopian tubes were present. 
Both the ovaries were placed normally. Right kidney was 
located in the pelvis occupying pre-sacral position and 
right ureter travelled ipsilaterally to bladder. Considering 
these findings this patient was identified as a case of 
association of Rectovestibular fistula with Mayer- 
Rokitansky syndrome with symmetrical Mullerian 
structure agenesis and renal anomalies. 

DISCUSSION 

Mayer-Rokitansky-KLister-Hauser syndrome (MRKH) is 
characterized by Mullerian duct structures agenesis, in 
genetically, phenotypically and developmentally normal 
(46XX) females), 2, 3, 4 The incidence of MRKH is one in 
4,000 to 5,000 females s. The anomalies in female genital 
tract vary from vaginal atresia to total Mullerian agenesis. 
Fallopian tubes, uterus, cervix and upper 3A of vagina 
develop from Mullerian ducts between 8 t" to 12 th 
gestational week. Developmental defect occurring at this 
stage leads to agenesis of Mullerian structures 1. The 
development of kidneys, ureter, and bladder occurs 
concomitantly at 6th-12 th week of gestation. Hence renal 
anomalies, such as renal agenesis, ectopic kidney, fused 
kidney, renal hypoplasia, and horseshoe kidney are seen 
in 30 -40 % of MRKH patients. 1-7 Vertebral abnormalities 
are also found in 10 % of patients. 6,7 Other rare 

associations are cardiac anomalies and anorectal 
malformations. Amongst anorectal malformations 
Mullerian duct agenesis is frequently found with 
common cloacal anomaly. 

Primary amenorrhea in an adolescent girl is the 
commonest presentation. Perineal examination is the 
most important diagnostic test. It shows either absent 
vagina or a shallow and blind vaginal pouch, the part of 
vagina which develops from ectoderm. Every diagnosed 
patient of MRKH must undergo thorough investigations 
for classification of the syndrome and associated 
anomalies. USG of KUB region and pelvis, IVP and MCU 
if required are helpful in diagnosing renal anomalies. 
Laproscopy is useful in confirmation and classification of 
MRKH and helps in planning the definitive 
reconstructive surgery. 

Association of MRKH and anorectal malformation has 
some important surgical considerations. Firstly transverse 
colostomy is the initial diversion procedure leaving 
sigmoid colon intact for vaginal reconstruction to be 
planned in future. An endoscopy through the cloacal 
opening is done to study the interrelation of the rectum, 
urethra and vagina, if any. The vaginoplasty is done at the 
time of final anorectal reconstruction. In cases of cloacal 
anomalies it is abdomino-perineal anorectal pull through 
with sigmoid vaginoplasty,  and in case of a 
rectovestibular fistula a vaginoplasty is done at the time 
of anorectoplasty. These complex reconstructive 
procedures are usually done at around I year. 

The method of vaginal reconstruction has always been 
a hot issue for debate. Skin lined "neovagina" 
construction either with free skin grafts with moulds or 
with vascularised flaps has been a popular method of 
vaginoplasty. 8 The main problem encountered with skin 
neovagina is stenosis, which requires repeated dilatation. 
Other concern is dyspareunia (painful intercourse) since 
a skin neovagina has no secretions for lubrication. The 
concept of intestinal vaginoplasty tries to answer these 
problems. 1~ The graft harvested from either sigmoid 
colon or ileum has its own blood supply via mesentery, 
hence maintains its vascularity and is less prone for 
stenosis. 1~ The mucus secreted by bowel provides 
lubrication. 10-18 Sigmoid colon is preferred source because 
of proximity to perineum and a dependable blood flow. 

Another important issue of concern is counseling of 
parents. Enormous efforts are taken to counsel the parents 
about the complex anatomical problem, associated 
anomalies, the method of reconstruction and the risks and 
problems involved. They are made aware that there will 
not be any menstruation and conception and that the 
procedure is mainly for sexual activity. So the authors 
opine that this is the best way of psycho-social 
rehabilitation of the child having this complex problem. 

REFERENCES 
1. Gray SW, Skandalakis JE, Bruce Broecker. In Skandalakis JE, 

Gray SW et al. The female reproductive tract in Embryology for 

1134 Indian Journal of Pediatrics, Volume 71--December, 2004 



Mayer - Rokitansky Syndrome and Anorectal Malformation 

Surgeons. 2nd edition, 1994, Williams and Wilkins, 831-827. 
2. Terry W Hensle. In Jay Y Gillenwater, John T Greyhack et al, 

eds. Genital anomalies in Adult and Pediatric Urology. 3rd 
edition, 1996; Mosby. 2537-2538. 

3. Gonzales ET Jr. Gynecological disorders in children, In Ed. 
Barry O'Donnell, Stephen A Koff, eds. Paediatric Urology, 3rd 
edit ion,  Publ icat ion Place to be edi tor  But terworth  
Heinemann, 1997; 835-837. 

4. Ross GT, Vande WR. The ovaries. In Williams RH, ed. Textbook 
of Endocrinology. edn. 5th, Philadelphia; WB Saunders, 1974; 
368. 

5. Bryan AL, Nigro JA, Counceller VS. One hundred cases of 
congenital absence of vagina. Surg Gynecol Obstet 1949;88:79 

6. Griffin JE, Edwards C, Madden JD et al. Congenital absence of 
vagina. Ann Intern Med 1976; 85 : 224. 

7. Fore SR, Hammond CB, Parker R et al. Urologic and genital 
anomalies in patients with congenital absence of the vagina. 
Obstet Gyneco11975; 46 : 410. 

8. McIndoe A. Discussion on treatment of congenital absence of 
the vagina with emphasis on long term results. Proc R Soc Med 
1959; 52 : 952. 

9. Markland C, Hasting D. Vaginal reconstruction using caecal 

and sigmoid bowel segments in transsexual patients. J Urol 
1974; 111 : 217. 

10. Cali RW, Pratt JH. Congenital absence of the vagina: Long 
term results of vaginal reconstruction in 175 cases. Am ] Obstet 
Gyneco11968; 100 : 752. 

11. Pratt JH : vaginal atresia corrected by use of small and large 
bowel. Clin Obstet Gynecol 1972; 15 : 639. 

12. Pratt JH, Smith GR. Vaginal reconstruction with sigmoid loop. 
Am J Obstet Gynecol 1966; 96:31. 

13. Wesley JR, Coran AG. Intestinal vaginoplasty for congenital 
absence of the vagina. J Pediatr Surg 1992; 27 : 885-889. 

14. Franz RC. Sigmoid colon vaginoplasty: a modified method. Br 
J Obstet Gyneco11996; 103 : 1148-1155. 

15. Tillem SM, Stock JA, Hanna MK. Vaginal construction in 
children. J Uro11998; 160 : 186-190. 

16. Hensle TW, Reiley EA. Vaginal replacement in children and 
young adults. J Uro11998; 159 : 1035-1038. 

17. Hitchcock RJ, Malone PS. Colovaginoplasty in infants and 
children. BrJ Uro11994; 73 : 196-199. 

18. Counceller VS, Flor FS. Congenital absence of the vagina, 
further results of treatment and a new technique. Surg Clin 
North Am 1957; 37 : 1107. 

FORTHCOMING SPECIAL PUBLICATIONS OF THE INDIAN 
JOURNAL OF PEDIATRICS 

1. Protocols in Neonatology 

2. Advances in Pediatrics - Vol. I 
(Cardiology, Neurology, Nephrology, Genetics, Hematology & Oncology) 

3. Advances in Pediatrics - Vol II 
(Infections, Gastroenterology, Nutrition, Endocrinology & Vaccines) 

,J 

Indian Journal of Pediatrics, Volume 71--December, 2004 1135 


