Interesting case (PEUTZ-JEGHERS SYNDROME)

An 11-year-old girl with abdominal distension and hematochezia

WEY TNINT MY ANHNIA

TaanenuannaTueT Wnylan

nuggeane 11 T Qa0 8uneguua Sadninagsysnd

a

AIN15RNARY © Uafiasunnun 1 U

Usednilaqiii ; 2 Juneunm. danfiesiizumazie danduwin o du o wie o denuiutlszann
pFazAsedalug W5 linle dduiudiuieanmns TiRld fuen antacid wsldnan 1 dunausn
P < o : A i a y oA = & o e L

sw.UandioannTu taadduin < witaalindmis fiesan anReuduin@gens o 1 a5 lddae
gaanszusnaan s snensw o lduisuils unndliivausw.uazlinisinuiiiesdiu Aa NPO,

IV fluid, ceftriaxone waz metronidazole syudnsatiisn. onafluyniaan Agesanninmse

dsedfann : Ha1nisdandiead ) we o waneutszam 2 heu Feannues WlFlUinuila
, ! 2 , o A = = o A & o
Liiedregaansuiiuaen diusn vseenruwiuaes llilleamnsietinminas

Ufjuaslantlszansin Tufidsydnuienvisautianns

szaRnsaunsa : danvesfieiiudaauadnnszansiisnassthlnduneaaiugiloe

A929519N"¢l
Good consciousness, BW 28 kg (P3), height 139 cm (P3)
BT 37.200, PR 110/min, RR 24/min, BP 130/90 mmHg

HEENT : moderate pallor, no icteric sclerae, multiple hyperpigmented macules on lips
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Heart & lungs : normal

Abdomen : distension, active bowel sound, tender at suprapubic area, no guarding,
no rebound tenderness; a fixed round mass, sized 10 cm in diameter,
firm consistency and smooth surface, palpable at the suprapubic area;
no hepatosplenomegaly

Extremities : no rash, no joint swelling, no deformities

Neurological signs : E4V5M6, equal movement

Pertinent findings
® Acute abdominal pain with suprapubic mass for 1 day
® Bilious vomiting
® Hematochezia

B Anemia

Differential diagnoses
D Surgical conditions (gut obstruction, mass, hematochezia)
B |ntussusception with leading point (polyp, HSP, Meckel diverticulum)
Peutz-Jeghers syndrome - most likely diagnosis

B Volvulus

B Twisted ovarian tumor / cyst
| Hematologic malignancy

® | ymphoma

B Teratoma

Investigations
CBC : Hb 8.4 g/dL, Hct 29%, WBC 6,430/cu mm (N 58, L36, M 5, E 1%), MCV 62 fL,

MCH 17.9 pg, MCHC 28.9%, RDW 29%, platelets 823,000/cu mm




Film abdomen, supine and upright : proximal bowel dilatation and air-fluid level with

different height in the same loop

CT scan of the whole abdomen

An invagination of proximal jejunal loop into the

distal segment, associated with dilated several

small bowel loops and swirling of bowel loops, suspected of an intussusception

A 2.8 x 3.3 cm - lobulated enhancing lesion at the small bowel loop which may be the

leading point causing intussusception



Management :

- NPO, 5% DN/2 IV 120 mL/h (M + 3%def)
- retained NG tube for Gl decompression

-PRC 1 unit IV dripin 3 h

- set OR for exploratory laparotomy

Findings : two intraluminal polyps, 3 cm in diameter, at 30 cm and 40 cm from the DJ junction
which are the leading points of intussusception, viable small bowel, impalpable polyp in the

colon

Operation : jejunal resection with appendectomy




Histopathology :

Left - low power of PJS jejunal polyp showing bands of smooth muscle extending toward the

epithelial layer (arborizing pattern)

Right - overgrowth of the muscularis mucosae invading the normal jejunal epithelium




PEUTZ-JEGHERS SYNDROME (PJS)
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Cumulative ricks of colorectal cancer in hereditary colorectal cancer syndromes

Syndrome Gene Risk Average age of
diagnosis (years)
Sporadic cancer 48% 69
Lynch syndrome MLH1/MSH2 M. 27-74% 27-60
F: 2261%
MSH6 M: 22-69% 50-63
F: 10-30%
MF: 12%
PMS2 M: 20% A7-66
F. 15%
Familial adenomatous polyposis (FAP) APC 100% 3841
Attenuated FAP APC 69% 54-58
MUTYH-associated polyposis MUTYH 43-100% 48-50
Juvenile polyposis SMADS 38.68% 34-44
BMPRIA
Peutz-Jeghers syndrome STK1l 39% 42-46
Cowden syndrome PTEN 9.16% 44-48
Serrated polyposis syndrome Not known ~>50% 48
Cumulative risks of extracolorectal cancer in hereditary colorectal cancer syndromes
Cancer site General population  Syndrome risk Average age of
risk* diagnosis (years)
Peutz-Jeghers syndrome
Stomach <i% 29% 30-40
Small bowel <% 13% 37-42
Pancreas 1.5% 11-36% 41-52
Breast 12.4% 32-54% 37-59
Ovarian (mostly SCTAT (sex cord tumor 16% 21% 28
with annular tubules))
Uterus 2.7% 9% 43
Cervix (adenoma malignum) <1% 10% 34-40
Testicular (Sertoli cell tumor) <1% 9% 6-9
Lung 69% 7-17% 47

Syngal S, Randall E. Am J Gastroenterol 2015;110:223-262
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Diagnosis made by phenotype or family history of PJS

Investigate for relevant symptoms (eg. pain, Present with mid-gut intussusception

anemia), by upper & lower endoscopy and

barium follow through

Refer for exploratory laparotomy with
Small polyps Polyp 5-10 mm, evaluate
intraoperative endoscopy and
(<5 mm) according by number
polypectomy

Large polyps > 1.5 cm, counsel and

resect by polypectomy
J y **If mid-gut polyps, laparotomy and

Counsel parents & regular follow-up intraoperative SB endoscopy

Depending on symptoms (eg. anemia or pain), carry out the

upper & lower endoscopy and barium follow through
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Surveillance recommendations for hereditary gastrointestinal (Gl) cancer syndromes

Site Age to begin (y)

Peulz—teghers syndrome

Calon 8 18

Stomach 8 1

Small bowel 8 1

Pancreas 30

Breast 25

Owarian 25

Endometrial 25

Cervix {adenama 25

malignum}

SCTAT (sex cord turmar 25

with annular tubules)

Testicular (Sertoli call Birth 1o teenage years

turmer)

Lung —

Interval (y)

Surveillance procedures and comments

Colonoscopy®

Esophagogastroduodenoscopy®

Vides capsule endoscopy?

Magnetic resonance cholangiopancreatography or endoscopic ultrasound

Annual self-exam starting age 18, annual breast MEI, andfor mammogram
starting at age 25

Palvic exam and pelvic or transvaginal ultrasound, CA-125 prabably nat
helpfisl

Pelvic exam and pelvic or transvaginal ultrasound

Pap smear

Same as uterine and evarian; almost all wamen develop SCTAT, but 20%
become malignant

Testicular exam, ultrasound if abnormalities palpated or if ferminization
pecurs; 10 o 20% of benign Sertoli call tumers become malignant

Provide education about symptoms and smoking eessation
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