Interesting Case (Hamartomatous Polyps)

A 5-year-old boy with Recurrent Lower Gl Bleeding
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- Known case of Sotos syndrome, global delayed development, communicating hydrocephalus,
exotropia, high-arched palate, undescended right testis, subglottic stenosis
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Physical examination:

Vital signs: BT 37.1°C, HR 104/min, RR 26/min, BP 101/54 mmHg

GA: active, mild pallor, no jaundice, no tachypnea

HEENT: macrocephaly, exotropia of both eyes, anicteric sclerae, no lymphadenopathy
Lungs and CVS: normal

Abdomen: no distention, no tenderness, no guarding, liver and spleen - not palpable

Anus: no perianal inflammation or ulcer, no anal mass

Genitalia: normal male genitalia




Investigations:

CBC: Hct 33%, Hb 10.7 g/dL, WBC 8,700 (P 48, L 41, M 9, E 2%), platelets 310,000/cu mm
MCV 79 fL, MCH 25 pg, MCHC 32 g/dL, RDW 14.8%

Hemoglobin typing: normal A2A, transferrin saturation: 6%

PT 12.6 (INR 1.07), PTT 22.8 (0.86), TT 12.4 (0.88) sec

Na 141, K4, CI 106, CO, 20.6 mEqg/L, BUN 14.7, Cr 0.39 mg/dL

UA: sp.gr. 1.011, pH 6, protein and sugar: negative, WBC & RBC 0-1/HPF

LFT: TP 7.9, albumin 4.8 g/dL, TB 0.2, DB 0.1 mg/dL, AST 27, ALT 11, ALP 177 U/ L

Problem lists:

1. Recurrent lower Gl bleeding

2. Suspected rectal/anal mass

3. Known case of Sotos syndrome with multiple anomalies (macrocephaly, exotropia,
high-arched palate, undescended testis, subglottic stenosis)

4. Previous surgery: ventriculoperitoneal shunt, orchiopexy, tracheostomy

5. Global delayed development

Differential diagnosis of recurrent lower Gl bleeding with suspected rectal/anal mass:

1. Rectal/colonic polyps
2. Constipation with anal fissure/skin tag
3. Hemorrhoid with bleeding

4. Intestinal duplication with bleeding




Colonoscopic findings: multiple sessile and pedunculated polyps (about 50-100) extended from

the rectum to the terminal ileum

Intraoperative treatment: Polypectomy of 8 colonic polyps
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Surgical histopathological report: mucous-filled glands with retention cysts, prominent stroma,

chronic cellular infiltration of eosinophils, mature epithelium with normal number of goblet cells

Diagnosis: Hamartomatous polyps
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Genetic testing (Cytogenomics microarray): 3.516 Mb interstitial deletion on the long arm of
chromosome 10 within bands g23.1-g23.31 (LDB3, BMPR1A, GLUD1, MINPP1, PAPSS2, ATAD1,
KLLN, PTEN), heterozygous mutations and deletions of BMPA1A and PTEN

Clinical interpretation: 10923 deletion syndrome




N1594aa8 Hamartomatous polyposis syndrome (juvenile polyposis syndrome with PTEN
hamartomatous tumor syndrome: PHTS)
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Pathognomonic criteria  facial trichilemmoma, acral keratosis, papillomatous papules,
Lhermitte-Duclos disease
Major criteria breast adenocarcinoma, thyroid carcinoma, endometrial
carcinoma, macrocephaly
Minor criteria fibrocystic breast cancer, thyroid multinodular goiter, thyroid
adenoma, uterine leiomyoma, bicornuate uterus, developmental

delay, lipoma, fibroma, renal cell carcinoma, melanoma
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juvenile polyposis syndrome az Cowden syndrome(4)

Site Age to begin  Surveillance Surveillance procedure and
surveillance interval comments
(years) (years)

Juvenile polyposis

syndrome (JPS):

colon 12-15 1-3 Colonoscopy

Stomach 12-15 1-3 EGD

Small intestine late teenage . Rare, undefined lifetime risk. Periodic

years enterostomy, capsule endoscopy,

and/or CT enterography

Pancreas - - Rare, undefined lifetime risk. No
screening recommendation given

HHT (hereditary within first 6 Y Undefined lifetime risk. In individuals

hemorrhagic months of life with SMAD4 mutations, screen for

telangiectasia) vascular lesions associated with HHT




mi’nﬁ 3 (M) Age to begin  Surveillance Surveillance procedures
Cowden syndrome surveillance interval and comment
Site (years) (years)

Colon 15 1-2 Colonoscopy, intervals may increase
or decrease, depending on findings

Upper Gl and small 15 2-5 EGD, if duodenal polyposis is present,

bowel repeat depending on number of the
polyps

Thyroid Adolescent 1 Thyroid exam and baseline U/S

Breast 25 monthly Self-breast exam
Mammography and breast MRI

Uterine 30-35 1 Annual endometrial sampling or
vaginal U/S

Renal cell 18 1 UA with cytology and possibly renal
u/s

Melanoma by 18 1 Physical cutaneous examination
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