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1 |  CASE SUMMARY

1.1 | Surgical quiz

All of the following are true regarding “de novo” familial 
adenomatous polyposis (FAP) except.

a. Incidence is 11%- 25%
b. Diagnosed by next generation (NGS) sequencing in parent 

offspring trios
c. It is a germline meiotic event
d. It is a somatic mitotic event

1.2 | Answer

d) It is a somatic mitotic event.
A 41- year- old woman presented with rectal bleeding for 

10 years. Clinical, radiological, and endoscopic examination 
revealed a proliferative lesion (3.6 cm × 2.4 cm × 3.3 cm) 
2 cm from anal verge with numerous polyps of varying size 
from anal canal to caecum. [Figure 1] There was no family 
history. Biopsy revealed adeno- carcinoma and benign tubular 
adenoma from the lesion and polyp, respectively.

Patient was diagnosed as “de novo” FAP, and total 
proctocolectomy  with permanent  ileostomy (TPI) was 
done. Postoperative specimen showed multiple polyps 
[Figure  2]. Histopathology  confirmed  poorly differen-
tiated mucin secreting  adeno- carcinoma.  Colonoscopy 
and biopsy of her children  revealed multiple benign 
polyps in the entire colon. Children have been advised 
annual colonoscopy.

2 |  DISCUSSION

Familial adenomatous polyposis is an autosomal domi-
nant disorder caused by germline mutation in APC gene in 
chromosome 5q21. A total of 11 to 25% arise "de novo" by 
novel genetic mutation.1 Typical characteristic of de novo 
FAP which differentiates from other “de novo” mutations 
includes no evidence of paternal bias, no paternal age ef-
fect, atypical loci, nonrandom errors in DNA replication, no 
founder effect, and early age of onset. Next generation se-
quencing approach in parent- offspring trios can accurately 
calculate the number of “de novo” mutations throughout 
the genome. Presentation, diagnosis, management, and sur-
veillance are similar to FAP.2
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Abstract
Familial adenomatous polyposis is an autosomal dominant disorder with familial pre-
disposition. 25%- 30% cases arise "de novo," without any clinical or genetic evidence.
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F I G U R E  1  Colonoscopy showing colonic polyps, inset HPE 
(Left upper— benign adenoma, Right bottom— adeno- carcinoma)

F I G U R E  2  Specimen of total proctocolectomy showing 
numerous polyps
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