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which in most cases were familial acromegaly, were 
identified in 1999.3 Following reports from the same 
center, familial isolated pituitary adenoma (FIPA) was 
identified as a separate clinical entity.4 

FIPA is characterized by pituitary adenomas oc-
curring in two or more family members and absence 
of genetic and clinical features of multiple endocrine 
neoplasia type 1 (MEN-1), multiple endocrine neo-
plasia type 4 (MEN-4), Carney complex, or other 
multitumour conditions.4 FIPA is found in 2-3% of 
pituitary adenomas.4 AIP, which was first identified 
as causative of FIPA in 2006, is the most commonly 
mutated gene.5,6 We herein report a novel germline 
mutation of the AIP gene in a family with FIPA.

Case report

A 39-year-old male patient presented to the endo-
crinology outpatient clinic complaining of multiple 
skin tags all over his body, especially on the neck 
and under the armpits. The lesions had progressively 
increased over several years. He was also suffering 
from facial and hand edema but denied any change in 
shoe size. On physical examination, a large number of 
flesh-colored skin tags measuring 0.2-1.5 cm in size 
were detected all over the body and especially all over 
the neck and under the armpits. Acanthosis nigricans 
was also evident on the neck and under the armpits. 
He had a blood pressure of 130/80 mmHg, a regular 
pulse rate of 82bpm, and coarse facial features. Prog-

natism was absent. He was 186 cm tall and weighed 
103kg. He had a body mass index (BMI) of 29.77 kg/
m2 and abdominal obesity. The liver was palpable 2 
cm below the costal margin. Physical examination of 
other organ systems revealed no abnormality. Family 
history of acromegaly and gigantism was absent. He 
described his 12-year-old daughter as being taller and 
heavier than her peers. At his next visit, his daughter 
was also examined. She had grown 4-5 cm in the 
last year. She was 178 cm in height (4.3 SDS) and 
weighed 81 kg (5.3 SDS). Her BMI was 25.56 kg/
m2. She was over the 97th percentile for both height 
and weight. Acanthosis nigricans was evident under 
the armpits. She was at Tanner stage 4 (telarche stage 
4 and pubarche stage 4) and had been menstruating 
for 6 months. Examination of other organs revealed 
no abnormality.

Basal GH and IGF-1 levels were measured due to 
clinical suspicion of acromegaly-gigantism in both 
family members. They were higher than the age-
matched reference range. GH was measured during 
the 75g oral glucose tolerance test but was not sup-
pressed below 1 ng/ml. Complete blood count and 
blood chemistry panel were within normal limits. 
Other pituitary hormone levels were also normal as 
shown in Table 1.

The father had a right-sided pituitary mass mea-
suring 13×12×8mm in size, which was isointense 
on T1 and T2 weighted MRI images and showed no 

Table 1. Laboratory data of patients
Father Daughter

Before operation After operation  
(6th month)

Before operation After operation  
(6th month)

GH (ng/ml) 9.97 (0.05-3.0) 0.284 (0.05-3.0) 6.29 (0.05-17.3) 1.07(0.05-17.3)
IGF-1(ng/ml) 626 (109-494) 300 (109-494) 1504 (183-850) 821 (183-850)
PRL (ng/ml) (3.46-19.4) 13.5 13.3 15.9 11.2
ACTH (pg/ml) (7.2-63.3) 41.4 27.4 20.9 59.6
Cortisol (µg/dl) (3.7-19.4) 14.1 18.7 20.29 24.9
FSH (µIU/ml) 3.32 (0.95-11.95) 2.85 3.9 (2.55-16.69) 3.5
LH(µIU/ml) 3.9 (0.57-12.07) 2.1 1.64 (1.8-11.78) 2.03
TSH (µIU/ml) (0.35-4.94) 1.39 1.84 1.94 3.39
Free T4 (ng/dl) (0.7-1.48) 1.06 1.12 1.05 0.94
Calcitonin (pg/ml) (0-10) <2 - <2 -


