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detected in 85% of patients with PMDS, with the 
causative genes unidentified in the remaining 15% 
of cases. Although autosomal recessive, autosomal 
dominant, and X-linked inheritance patterns have 
been reported in PMDS, most of the reported cases 
were isolated.2-4

The AMH gene was mapped by Cohen-Hauguen-
aure in 1987.5 Since then, more than 200 PMDS cases 
have been reported in the literature.1-4,6

In this case report, we describe the clinical features 
of a case of PMDS type I with a novel AMH mutation.

MATERIAL AND METHODS

Case 
The study was approved by the local ethics com-

mittee of Denizli State Hospital, Turkey. Written 
informed consent for the study was given by the 
parents of the patient.

A 4-month-old boy was admitted to the pediatric 
surgery clinic with the diagnosis of bilateral nonpal-
pable testes. There was second-degree consanguinity 
between his parents. A physical examination revealed 
a normal prepubertal sized penis (3.5 cm) and a nor-
mally developed scrotum. However, the gonads were 
bilaterally nonpalpable. The results of other systematic 
examinations were normal.

The serum levels of gonadotropins and testosterone 
were normal for the patient’s age (Table 1). The serum 
AMH level was undetectable (<0.01 ng/mL). A human 
chorionic gonadotropin (hCG) test (1500 IU/m2/dose, 
3 consecutive days) was performed. Subsequently, 
the serum testosterone level increased to 7.96 ng/mL. 

A karyotype analysis of peripheral blood revealed a 
46,XY karyotype. An ultrasonographic evaluation 
revealed no left gonad and an intraabdominally located 
right gonad. The findings of abdominal magnetic 
resonance imaging were compatible with those of 
the ultrasonography.

Laparoscopy revealed the presence of a rudimen-
tary uterus at the midline and symmetrical fallopian 
tubes. The morphology of the gonadal structures was 
consistent with the testes being in a pseudo-ovarian 
position (i.e., the structures were attached to the 
fimbrial end of the fallopian tubes) (Figure 1). An 
exploratory laparotomy/excision was planned for 
the patient. Staged bilateral orchidopexy (Fowler-
Stephens technique) was performed and the Müllerian 
structures were removed.

A novel homozygous p.C526F (c.1577G>T) mu-
tation on an evolutionary conserved amino acid was 
detected in the patient (Figure 2). According to Poly-

Table 1. Laboratory results of the case at 4-months of age
Hormone Basal level Post-hCG level 
FSH (mIU/mL) 0.91
LH (mIU/mL) 1.23
Testosterone (ng/mL) <0.13 7.96
Dihydrotestosterone (pg/mL) 118.2 201.8
DHEA-S (mcg/dL) 17 
Cortisol (mcg/dL) 11
17-OH-P (ng/mL) 4.2 
Estradiol (pg/mL) <10
AMH (ng/mL) <0.01

Figure 1. Laparascopic view of the patients.


