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Summary 

The case is repol'lted of a child with 
congenital malformation of the external 
genitalia who was brought up as a girl but 
has 'now, at the age of 25, been found to 
be a male. The factors determining s,ex 
and the various clinical types of intersex 
al'le discussed. 

CASE HISTORY 

Details about neonatal period 
Healthy infant born at home on the 

22nd August 1948. B.W. 9 lbs. Pregnancy 
normal. Birth attended by midwife. Parents 
at that time:- Father 26 years, Mother 23 
years; both healthy. Infant was healthy at 
birth and outwardly female - external 
genitalia looked female. Christened "Mary" 
at age of 3 weeks. 

Family History 

Father and mother - both alive and 
well. The family consists of 4 children. 
1) Female now aged 26. 2) The patient, 
Aged 25. 3) Female, aged 24. 4) Male aged 
23. All sibs are healthy with normal sexual 
organs. 

The Problem 

This individual who has been taught to 
be female and has been reared as female 
all through infancy, childhood and youth 
is, in fact, a male. He is suffering from 
bifid scrotum, with undescended testicles 
and hypospadias. One testicle is palpable 
in the left part of the scrotum. 

Altbough brought up as a girl the child 
always had male tendencies, playing with 
boy's' toys, very athletic and always 
considered to be a "tomboy" and accepted 

as such. The first time his parents noticed 
that something was wrong, was in the early 
teenage period when there were no signs 
of female secondary sexual characters. 
Then, at the age of 14, the child had an 
attack of appendicitis and at laparatomy 
no uterus, ovaries, or Fallopian tubes were 
found. The problem was discussed by the 
surgeon with the parents and it was decided 
at that time that once the child had UP to 
then <been ibrought up as a female, fhey 
should leave things as they were, and he 
should carry on leading a "female life". 

This was done. The child grew up to 
be a fully mature adult, with masculine 
musculature, bone growth and voice, but 
no facial hair growth. He had to wear a 
brassiere although he had normal healthy 
male breasts and he wore female clothing. 
Th3 patient in himself feels male - his 
sexual attraction has always been to the 
female sex, and he has had, on occasions, 
sexual intercourse and ejaculation. People 
think of him as a "freak" of nature. He is 
not accepted by females as a normal male 
becausJ of his female clothes, etc., and of 
course, males look upon him as a social 
misfit. Since the age of 14 he has worked 
in his father's tailoring shop. He is called 
by his female name, but as" stated before, 
he is not "accepted" as female either by 
males or by females. 

He has been quite depres1sed about 
this pco!blem !but kept his feel'ngs to him
self, hardly ever discussing the matter 
with his parents or with anybody else. 
But on many occasions, he was SIO 

depressed that for days on end, he would 
not leave his home and on occasion he 
even contemplated suicide. iEventually at 
the age of 24, he talked the matter over 
fully with his parents and with a gene:r:al 
practitioner and he was seen in consulta
tion at the <beginn'ng '0If December 1973. 



88 

Fig. 1 

On examination hisl gener,al condi
tion was found to be excellent, except for 
the fact that he sufi'ers from psoriasis. 
He is a pleasant person to talk to, very 
sensitive, but quite pleased that some
thing should be done about his problem. 
He is quite cooperative and on the whole, 
has a good s!ense of humour and is quite 
understanding. He is well bu'lt for his 
age though rather on the short side, 
being 5 feet 4 inches tall and weighing ten 
stones.>, 

Full phys:cal examination 'E.lhowed no 
abnormalities, except that, though his 
build is masculine, with very muscular 
legs, arms and back, and his body hair is 
male :n distribution, his facial hair is 
scanty. External genitalia - pubic hair 
abundant, male in distribution. The're iSI 
a cleft s.rotum, and a testicle is palpable 
on the left side. There is also perineal 
hypospadias and a small penis, the 
urethra opening in the scrotal cleft at the 
base of the penis. 

Investigations 
1. Full blood count and picture nor-

mal. 2. Urinalysis - normal. 3.> Intra
venous pyelogram - normal. (No cubnor
malities in kidneys, ureters, bladder and 
urethra). 4. Chromosome pattern 
male. 5. Buccal smears - male. 

Chromosome pattern report 

Chromosome preparations were C11'r

ried out f'rom peripheral blood culture. 
Karyotype showed 46 chromosomes: 22 
autosomes and XYslex chromsomes. 
Chromosome morphology normal.. Diagno
sis - Karyotype is typical of a male. 

Management 

In managing this patient the psycho
logical trauma he was suffering f'rom 
had first to be dealrt wi,tJh. The pa1iient 
felt male and wanted to lead a male life. 
The nature of his congenital abnormaU
ties was :Dully explained and he Was; re
assured that quite a lot could be done to 
put end to his unease. 

A formal application to have him 
registered as male, 'on medica,l grounds, 

Fig. 2 



Fig. 3 Appearance of~xterna1 genitalia. 

was made through the Chief Government 
Medical Officer to the Crown Advocate 
General on the 26th January 1974. After 
a series of complicated legal discuss[ons, 
during which medical evidence was g:ven 
on several occa'sions, this was done and 
the following formal legal notice :was 
'Published in the Malta Government 
Gazette for the 9th April 1974, over the 
signature of Mr. J. V. BO'rig A./Registmr. 

"It is! hereby notified in virtue of the 
powers conferred on it by Section 293 
(a) of lohe Civil Code, the Court of Revi
sion of Nota,rial Acts, by a decree, dated 
the 27th Day of Ma'rch 1974, ordered the 
correction 'Of the ACT OF BIRTH of M.M. 
bearing number 7285 of the year 1948, in 
the sense that in the column entitled 
"SEX" the word "Female" be substituted 
by the word "Male"; In the column 
entitled "Name and Surname", the names 
"Maria, Stella, Pa'olina, Giuseppa, Toni
na" be substituted by the names "Ma'rk, 
Paolo, Giuseppi and Anthony" ,and in the 
columnent"tled "Name or Names by 
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which the child iE:I to be called", the names 
"Maria Stella" be substituted by the name 
"Mark". 

In the Registry of the Court 'Of Revi
sion of N otarial Acts, this 29th day of 
March 1974." 

This solved the majority of the 
patient's psychological problemsl. He is 
now legally a male with a male passport 
and he could offici(lJl1y start Hv.ing a 
"male" life. He is already wearing male 
clothes. But it is not easy for him to do 
this in the village, :where for 25 years he 
was always considered to be female - a 
utrange female at that. However the 
patient is 'ready to make a new start in life 
in the United Kingdom, where he has re
latives ,reE.i:ding and where things would 
be easier for him. 

The second step in the management 
of the patie.nt is to correct as rfar as pos
sible the congential abnormalities of the 
male genitalia. The external genitalia 
E.WI look female at ft,rst glance. But as 
described above, the problem is one of 
c!eft scrotum, with perineal hypospadias, 
small penis and undescended testicles. 
One testicle can be felt in the left side of 
the split scrotUlm. The patient was) seen 
by Mr. Peter Caldwell, F.R.CB. of the 
Sphincter Researoh Unit, Exeter, on his 
recent visit to Malta under the auspices 
of the Health Department. Mr. Caldwell 
assessed the case and gave a very good 
prognosis, to the patient. In fact, the case 
will be operated upon in Exeter in the 
nea'Y future. The sc·yotum can be eas:Iy 
repaired and the left testicle can be 
brought down. The perineal hyp'Ospadias 
can also be repaired. A searoh has to be 
made for the right testicle. If this is abdo
minal this :will be removed to safegua!rd 
against complications in the future. Male 
hormones will have to be given. Surgery 
will further boost up the patient's morale. 
In the future, he wiU have near normal 
external genitalia and it will be easier for 
,him :to adapt himse1f fully to the male 
world. Though he is already 25 and, a,s 
he says a good part of his life ha's been 
wasted, he is looking forward to this 
'ope·ration which wilil, as far as humanly 
possible, put 'right nature's errors. 
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Chromosome pattern 



Discussion 
This case illustrates one ty,pe of:nter

sex, the term denoting the condition in 
patients whose sex characteristics a:re in
completely differentiated. Several factors 
combine .in determining sex namely the 
ohromosomes, the hormonal patterns, the 
gonads, the sex organ anatomy as well as 
t:he person's psyche. Abnormality in any 
of the~lc factors can give rise to cond'Hons 
'Of intersex and 'hence we find sever'a! 
clinical types. 

The pdnc'ip.al types a're: 

1) Female intersex 
2) Male intersex 
3) True hermaphroditism 
4) Sex chromosome variations (e.g. 

Turner's and Klinefelter's Syn
dromes) 

5) Local genital defect. (Nixon and 
O'Donnell, 1961). 

Female Intersex 
The Sex chromosomes are XX (female) 

and the gonads are ovaries, but a masculi
nising influence during foetal life has 
interfered with the development of the 
genitalia. There is usually only a urethral 
opening in the perineum instead of vaginal 
and urethral openings. The vagina opens 
instead into the wide posterior urethra. 
The clitoris is large but does not carry a 
urethra. The usual cause of this condition 
is congenital adrenal hyperplasia. Some 
patients develop severe electrolyte distur
bances because of interference with the 
production of other adrenal hormones, the 
mineral.ocorticoids. 

Another condition which presents a 
similar picture to adrenal female intersex, 
has been recognised recently in a number 
of infants. These children have been mas
culinised by progestin with which the 
mother was treated in early pregnancy. 
Here the adrenal hormone output is nor
mal. The abnormalities are caused by the 
androgenic side effects of progestin 
therapy. 

Male Intersex 
In these conditions, the gonads are 

testes but the external genitalia are not 
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completely masculine. In one type the ex
ternal genitalia and bodily form are purely 
female. The vagina is extremely short and 
the testicles may be in the posterior 
abdominal wall or inguinal region. This 
condition has sometimes been called one 
of "Testicular feminisation". 

In another type the appearance of the 
external genitalia is equivocal but chromo
somes are male. Testes will be found ,in the 
inguinal region or posterior abdominal 
wall. 

True Hermaphroditism 

This is extremely rare. Ovarian and 
testicular tissue is present. The anatomy of 
the genitalia varies widely but there is 
usually phallus, uterus, vagina and scrotum. 
The scrotum may contain a testes or 
ovotestes or the gonads may be internal in 
the usual ovarian position. Sex chromation 
is equivocal. 

Sex Chromosomal Aberatious 

Two types are Turner's syndrome and 
Klinefelter's Syndrome. 

In Turner's syndrome the patient is a 
stunted girl with webbing of the neck, a 
low hair line, cubitus valgus and other 
anatomical abnormalities. These patients 
have only one sex chromosome - XO 
instead of XY (male) or XX. There is a 
failure in gonadal differentiation or 
gonadal agenesis and they have 
amenorrhea. 

The much rarer Klinefelter's syndrome 
appears as a mirror image of Turner's 
syndrome. At puberty there is eunochoi
dism and gynaecoJllastia in apparent males. 
The chromosome constitution is XXV 
an extra chromosome being present. 

Local Genital Defect 

This is illustrated by the case dis
cussed. Severe hypospadias with bilateral 
undescended testes and cleft scrotum may 
be mistaken for female pseudo-hermaphro
ditism. 

One must finally mention that a per
son's attitude to sex depends to some 
extent on upbringing and so whatever 
medical or surgical measures may be 
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necessary have to be carried out as early 
after birth as possible. If, as in our case, 
diagnosis is late, the patient's attitude to 
sex is of the utmost importance regarding 
management. 
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Introduction 

It is now generally accepted that 
hyperlipidaemia muslt be interpreted in 
terms of hyperlipoproteinaemia, for it is as 
lipoproteins that the major plasma lipids 
circulate, and any quantitative change 
in o'ne or more of the lipids reflects a dis
turcance in the lipoprotejns. (Lancet, 
1972). ThhJ v:ew underlies th2 re-exami
nation of the hyperLpidaemias lately 
underta'ken in order to classify them in 
terms of lipoprotein alterations and has 
g:ven rise to several alterna,tin classifi
cafons, of which that from the National 
Institutes of Health has ga::ned the wid
est acceptance. This has been endorsed 

with a slight modification by the W.H.O. 
(Beaumnet 1970). 

Strisower et al. (1968) introduced 
another class,ifica,tion that is complemen
ta,ry in many respects to that of the 
N.I.H. Such differences that arise may be 
due to the fact that Fredrickson con
centrated on fam:ilial hyperlip'oprotein
aemia while Strisower studied the lipid 
profi~e of the general population. 

The W.H.O. Memorandum sets out, 
in detail, diagnostic criteria and recom
mended .laboratory methods. It empha
sizes that any ourrent classifica1!lon, while 
clinically useful, is necessarily ope,n-ended 
and incomplete, and awa,its a definttion 
of the precise aetiology of each of these 




