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(Abstract: A 12-year-old adolescent, with ectomorphic innocent feminine appearance, presented with ambiguous genitalia with associated oor?
genital absence of right thumb, scoliosis, severe anaemia, primary amenorrhea. She had normally developed breast without any other secondary
sexual charactenshcs. She complained of recurrent episodes of abdominal pain and burning micturition with fever for the last 3 years. Therewas
no vaginal orifice. In the genital area therewas a pair of ill developed labia majora fused at upper end with awhirling pattern containing inside
the urethral opening. The lower end of genitalia had loose skin folds containing adequate amount of rugae with a raphe mimicking the texture of
serotal skin. Ultrasound imaeging studies confirmed that she had structureslike ovary and uteruswith hematometra. Renal scan confirmed agenesis

\of the left kidney and hypo-plagtic right kidney with parenchvimal insufficiency.

J

INTRODUCTION

Ambiguousgenitdiaisacongenita physica abnormdity wheretheouter
genits do not have the typical gppearance of either sex; itisdifficult to
dassfy theinfant (by physica examination) asmaeor femde. So, inter
sex disorders associated with phenotypic males and females may be
diagnosed much later. In very rare instances, the physica gppearance
may befully developed asthe opposite of the genetic sex (e.g., agenetic
mae may have normd femae gppearance).

The Mayer-Rokitansky-Kuster-Hauser Syndrome refers to a group of
associated findings that include unilatera rena agenesis or ectopia,
ipdlaterd mullerian defects and vagind agenesis. Approximately 15%
have contrdaterd vesicourethra reflux. Here, the miillerian agenesis
second in frequency only to gonadd dysgenesis as a cause of primary
amenorrhea. It can be caused by mutation in the genes encoding anti-
mdillerian hormone (AMH) or its receptor (AMHR). Women with this
syndrome have a 46X X karyotype, secondary sexud characterigtics of
femaeand normd ovarian function, including cydic ovuletion, but have
absence or hypoplasia of the vagina. The uterus usualy consists of only
rudimentary bicomuate cords, but if uterus contains endometrium, cydic
abdomind pain and accumulation of blood may occur. Onethird of men
with this syndrome have abnormalities of urogenitd tract and one tenth
with skeletd anomdlies, usudly involving the spine.

CASE HISTORY

Thepatient NazmaAkhter, 12 yearsold adolescent wasbrought tokolkata
for conaultationfromaremotevillage of Chittagongin Bangladesh during
January 2006 with the chief complaints of recurrent and sever abdomind
pain since last four years, few episodes of buming pain during passng
urine since lagt three years, occasiond bleeding from single opening in
the genital area as her genitdiawas not of quite norma shape and sze.
Therewereno puberta changes. Shehasno femininelookswith axillary
and pubic hair dong with smaler breests in comparison to her other
daughters. There was no history of menarche or regular periods except
occasiond trickling of blood was present dong with severe paninloin
that made her bedridden and she had recurrent bouts of low grade fever.
Birth history: Her mother recalled that she had no illness or had not
taken any form of medication during this pregnancy which ended with a
full-term delivery. The hirth history was uneventful as home ddlivery

with no proper ante-natd, intranatal and pogt-natd cares. This child was
not given any vaccinetill date and no growth monitoring was done.
Family higtory: The patient was the third child among sx shlings- 2
older and 2 younger Sstersand 1 younger brother. Therewas no history
of amilar complaints among other family members. In the paternal and
maternd treedso therewasno similar problem. Themother hed reported
fetd wastage once but there was no neonata degth in family. Therewas
no history of maternd virilisation, suggesting an androgen—producing
maternd tumor. Parents of this patient have never practiced any form of
contraceptive methods till date.

Ondinical examination thegirl appeared scared, anxious, severely pale,
and thin built, of medium stature with ectomorphic features, in generd
with an infantile feminine look. Her weight was 26 Kgs with height of
127 cms, Therewas absence of right thumb, cyanos's, jaundice, oedema,
dubbing. There was scoliogis to left in dorsd region and to the right in
lumber region. Theabdomen wasscaphoid shapewith definitetenderness
in the hypogastric region. Though the patient gave a history of reding
acutepainintheloinandlower abdomen, but therewasno such tenderness
or verepainor massor organomegay on superficid and deep papation
intheabdomen. Therewasno abnormd finding in systemic examination.
Recta examination did not reved the cervix and uterus to confirm the
interna mullerian structures. Theand gperturewas apparently normd in
appearance.

Secondary sexual character examination: No age specific secondary
sexud feature was present viz, no adolescent changein voice, adolescent
increasein width of girth of pelvis and buttock, no axillary or pubic har
(Tanner stage 0). There was well developed breest with areola (tanner
dage ).

External genitalia examination: A pair of ill developed labiamgor like
gructurewasvisble Theszeand degree of differentiation of the phallus
wasnoted, sSncevariaionsmay represent with anirregular clitoromegaly
or hypospadias. A protruding mass similar to hypertrophied dlitoris of 1
cmlong wasoverhanging theexternd genitaia Theexternd genitaiaof
thisagewithout any pubic hair and infantile pelvic girth were unusua for
this age in an adolescent (Figure-1).

Onlithotomy posture, asingle gperturewasfound clinicaly intheregion
between mons pubis and ana opening which was dlinicadly noted as
externa urethra meetus. The latter was amost wholly covered by a
gructure Smilar to be cdled labio-scrotd folds. This could be separated
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Fig. A pair of ill developed
labia majora like structure
seen with a protruding mass
similar to hypertrophied
clitoriswith urethral opening.

goart to note the lone aperture seated deeply. The fold of skin contained
adequate amounts of rugae with argphe. This dinicdly was Smilar to
texture of scrota skin has given an gppearance of ascrotum without any
solid gtructure like testes. This was unlike fatty smooth fedings of labia
majors or minor. Rugose scrotd or labioscrotal folds with increased
pigmentation suggested the possihility of increased corticotropin levels
as part of adrenogenita syndrome. This fold of skin was fused at upper
end with awhirling pattern gpparently resembling dlitoris. On pressing
the meetus, afew drops of blood oozed out with dribbling of urine.
Investigations: Routine hematologica studies revealed that the
hemoglobin level of the patient was 4.2 g m/dl, MCHC 14.4 percent.
Her serum credtinine level was O.7mmol/L.

Imaging Sudies: Congenital absence of right thumb and scoliosisto the
left in dorsd region and to the right in lumber region was confirmed
through radiography. A Renogram with ®mTc-DTPA, dose 4mCi was
done and the report reveded; poor uptake in the right kidney and nil
uptakein the left kidney.

Rena scan report confirmed that thispatient had an agenesisof | eft kidney
dong with a hypopladtic right kidney, condstent with insufficiency * of
rend parenchyma

Abdomina ultrasound was performed and structures resembling uterus
and ovaries were noted. Uterus was of normd sze with evidence of
collection inside (haematometra). Genitography, CT scanning, MR and
diagnogtic Igparoscopy, exploratory lgparotomy, gonada biopsy were
advised, but dueto financid condraints did not give consent.
Follow-up: This patient was tregted for endstage rend failure didyss
wasinitiated, but could not be continued because of financid condraints;
rend trangplant was not possible due to lack of donor and financia
congraints, the patient expired during the 8th month of follow up.

DISCUSSION

I ntersex condiitionsareamong themost fascinating conditionsencountered
by the dinician. In most cases today, dlinicians can promptly make an
accurate diagnosis and counsdl parents on thergpeutic options. However,
the paradigm of early gender assgnment has been chalenged by the
results of clinica and basic science research, which show that gender
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identity development begins in utero. While the techniques of surgical
genital recongtruction have been mastered, the understanding of the
psychologica and socid implications of gender assgnment is poor.4
Intersexud individuas are treated in different ways by different cultures.
Insomeculturesintersexua swereindudedinlarger third gender or gender-
blending socid roles dong with other individuds. In most societies,
intersex individuas have been expected to sdlect one sex, and adhere to
its gender role. Since the rise of modem medica science in Western
societies, intersexuals with ambiguous externa genitdia have their
genitdiasurgicaly modified to resemble either mae or femae genitas.
But thereareincreasing calsfor some criticshad condemned thepractice
of performing corrective surgery on the genitals of intersexuasasan act
of femdegenitd mutilation. Correctivesurgery isdonepurely for aesthetic
or socia purposes. It may lead to negative consequences for sexud
functioning in later life, but many intersex individuas had resented the
aurgical intervention. Some so had opted for sexud reassgnment surgery
later inlife, 14°

Medico-legal-Pitfalls Treatment for intersex dtates is controversid;
the controversy revolves around issues of gender reassgnment. Though
some intersex activigts and hedth care professonds have cdled for a
moratorium on gender reessgnment and genital surgery until studies
have been completed on the long-term effects of such surgery, but many
had opposed the proposed moratorium.

Infants born with ambiguous genitdia present atrue medica and socid
emergency. Sdt-wasting nephropathy occursin many of theinfantsborn
with ambiguousgenitdia If unrecognized, theresulting hypotenson can
cause vascular collgpse and desth. Mae infantswith this syndrome may
be phenotypic dly normd and hence, the diagnosis might be missed.
Modem trestment of infants with ambiguous genitdiainvolves ateam-
oriented approach. The god is to provide gopropriate medica support
and counsdling regarding care and thergpy.*® Evaluaion of ambiguous
genitdia requires amultidisciplinary.

Hence, from the medico-legd standpoint, the best approach to managing
these cases of ambiguous genitdia is to provide parents with adequate
information and guide them to make rationd decisons.
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Recovery of renal function after 90d on dialyss: implications for transplantation in patients with potentially reversible causes of renal failure
Samira Sddiqui, Michael Norbury, Sue Robortson, Alison Almond and Chris Ises. Clinical Transplant 2008,2, 133-137

Late recovery of renal function in patients requiring dialysis is a well recognized but uncommon phenomenon. Moves to increase the number of live donor transplants
and the recognition that early transplantation is associated with better graft survival meansit is possible that patients who are going to recover renal function may be
transplanted unnecessarily. Prospective survey of patients receiving dialysis for more than 90d in south west Scotland from 1 January 1994 to 31 December 2005.
Routine measurement of residual renal function by combined urea and creatinine clearance allowed us to detect |ate recovery whenever this occurred. Eight of 202
(4%) patients recovered sufficient renal function to stop dialysing after 90-d treatment. The likely cause of the renal failurein five of these patients was atheroembolism.
One with atheroscleratic renovascular disease had been stented and would have received a live related renal transplant had his sister not had second thoughts about
the procedure. It may be sensible to postpone transplantation in patients with certain types of renal failure, perhaps particularly patients with renovascular disease who
Lhave recently undergone a failed revascularization procedure.




