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Pacient, 26 ani, internat in clinica pneumologie pentru tuse
seaca persistentd, dispnee in repaos, dureri epigastrice, mele-
na (2 zile anterior internarii), scadere ponderala 10 kg/2 luni,
astenie marcatd. Afectiunea ereditara diagnosticata la varsta
de 5 ani cu ocazia interventiei chirurgicale pentru invagina-
tie intestinala. Operat repetat la varsta de 10 si 19 ani pentru
ocluzie intestinala cu polipi intestinali hamartomatosi si la 20
ani polipectomie gastrica endoscopica.

Subponderal, normotensiv, tahicardic (120/min), tahip-
neic (30/min), Sa02 88%, wheezing pe toata aria pulmonarsg,
crepitante inferior bilateral. Inghinal dreapta un ganglion lim-
fatic (diametrul 1 cm).

Fibrogastroduodenoscopic edem si hiperemie a mucoasei
esofagului, stomacului, duodenului, fira semne de eroziuni sau
hemoragii active; in treimea medie a duodenului 3 formatiuni
polipoide mici (3-5 mm), pe baza plata, cu suprafata neted3, cu-
loare roz-pal3, fard eroziuni (nu au fost bioptati) (Fig. 1, pag. 59).

Interbari
1. Considerand datele anamnestice si modificarile cutanate,

care este cel mai probabil diagnostic? (Fig. 1 [a, b] pag. 59).
2. Ceriscuri comporta aceasta maladie?

3. Ce complicatie a bolii este sugerata de examenul imagistic
toracic? (Fig. 1 [c, d, e, f] pag. 59).

4. Ce investigatie sugerati pentru confirmare?

Raspunsuri
1. Sindromul Peutz-Jeghers.

2. La pacientii tineri, obstructia intestinului subtire si invagi-
natia, datorate polipozei intestinale, sunt principalele com-
plicatii ale sindromului Peutz-Jeghers. Aproximativ 50%
dintre pacientii cu sindrom Peutz-Jeghers decedeaza prin
cancer pana la varsta de 57 de ani. Riscul cumulativ de a
dezvolta orice cancer asociat cu sindromul Peutz-Jeghers
la pacientul de 15-64 de ani este de 93%. Printre formele

Male, aged 26, admitted to the pulmonology department
for persistent dry cough, marked dyspnea, epigastric pain, me-
lena (2 days before admission), weight loss 10 kg /2 months,
asthenia. Hereditary disease diagnosed at age 5 during sur-
gery for intussusception. Repeated surgery for partanintesti-
nal obstructions and intestinal polyps (hamartomas) at age 10
and 19 and endoscopic gastric polypectomy at age 20.

On physical examination underweighted, normal blood
pressure, tachycardia (120/min), tachypnea (30/min), Sa02
88%. Diffuse wheezing, crackles at bases bilaterally. Right in-
guinal lymph node (1 cm in diameter).

On fibrogastroduodenoscopy edema and hyperemia of the
esophagial, gastric and duodenal mucosa, with no signs of ero-
sions or active bleeding; in the middle third of the duodenum
3 small (3-5 mm) sessile polyps with smooth surface, pink co-
lour, no erosion (not biopsy) (Fig. 1, pag. 59).

Questions

1. Considering history and skin lesions, which is the most
likely diagnosis? (Fig. 1 [a, b] pag. 59).

2. What risks are associated with this syndrome?

3. What complication of the disease is suggested by chest im-
aging? (Fig. 1 [c, d, e, f] pag. 59).

4. What examination would you suggest for confirmation?

Answers

1. Peutz-Jeghers syndrome.

2. In young patients intestinal obstruction and intussuscep-
tion (due to intestinal polyposis) are the main complica-
tions of Peutz-Jeghers syndrome. Approximately 50% of
patients with Peutz-Jeghers die from cancer by the age of 57
years. The cumulative risk of developing any cancer in Peu-
tz-Jeghers syndrome patients of 15-64 years of age is 93%.
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particulare cancerul de colon si cancerul de san au cea mai
mare pondere (esofag-0,5%, stomac-29%, intestin subtire-
13%, colon-39%, pancreas-36%, plaman-15%, testicule-
9%, san-54%, uter-9%, ovare-21%).

3. La radiografia cutiei toracice se evidentiaza un sindrom in-
terstitial extins, bilateral pe toata aria pulmonara, cu multi-
ple opacitati liniare, reticulare cu traiect hilifug si microno-
dulatie, semnul siluetei exprimat prin stergerea limitelor
opacitatii cordului, accentuarea scizurii interlobare orizon-
tale pe dreapta, hilurile pulmonare largite, deformate. La
HRCT pulmonara se atesta prezenta unui pattern nodular
diseminat pe toatd aria pulmonara si a unui pattern limfangi-
tic mai exprimat in lobii inferiori bilateral (opacitati reticula-
re, cu ingrosari nodulare ale septurilor interlobulare, noduli
centrolobulari, linii si poligoane septale, ingrosare ,in mar-
gele” a scizurilor interlobare) - aspect inalt sugestiv pentru
metastaze pulmonare cu limangita carcinomatoasa.

4. Biopsia ganglionului limfatic inghinal. Examenul histologic
a aratat metastaze de adenocarcinom.

Sindromul Peutz-Jeghers este o maladie ereditara autozo-
mal dominantd rara manifestata prin polipi hiperplastici (ha-
martoame) gastrointestinali In asociere cu leziuni pigmentate pe
mucoase si tegumente. in 1921 un medic olandez, Jan Peutz, a
identificat la membrii unei familii corelatia dintre polipii intesti-
nali si leziunile cutanate [1,6]. Cauza sindromului Peutz-Jeghers
in majoritatea cazurilor (66-94%) este o mutatie la nivelul genei
de supresie tumorala STK11 LKB1 (serina/treonina kinaza 11),
cu o variabilitate mare a manifestarilor fenotipice (numarul si lo-
calizarea polipilor, aspectul si distributia diferita a leziunilor cu-
tanate) si a riscului de aparitie a cancerului la acesti pacienti [4].

Leziunile cutanate se prezinta sub forma unor macule mici,
plate, de 1-5 mm, brune sau negricioase, localizate mai frec-
vent In zona peribucald, pe marginea buzei superioare, zona
perinazala, pe antebrate, palme, plante, degete si regiunea pe-
rianald. Unele leziuni se pot decolora la pubertate, persistand
doar maculele la nivelul cavitatii bucale [5].

Ca si manifestari clinice ale sindromului Peutz-]Jeghers sunt
mentionate episoade repetate de durere abdominala, hemate-
meza, melena inexplicabila la un pacient tanar, prolapsul tesu-
tului rectal, pubertate precoce, ginecomastie prin productie de
estrogeni din tumorile celulelor Sertoli testiculare, invaginatie
gastrointestinala [2]. La pacientii tineri, invaginatia si obstruc-
tia intestinului subtire, determinate de prezenta polipilor, sunt
principalele complicatii. Desi polipii gastrointestinali sunt ha-
martoame, pacientii cu sindromul Peutz-Jeghers au un risc de
15 ori mai mare de a dezvolta cancer intestinal [3], gastric sau
de colon, necesitand investigatii sistematice ale markerilor tu-
morali si examindri endoscopice.
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Among particular forms colon cancer and breast cancer
have the highest frecvency (esophagus-0.5%, stomach- 29%,
small intestine-13%, colon-39%, pancreas-36%, lung-15%,
testes-9%, breast-54%, uterus-9%, ovaries-21%).

3. The chest X-ray shows interstitial syndrome with extensive
bilateral linear and reticular opacities, small nodules, sil-
houette sign on the right heart border, prominent horizon-
tal interlobar fissure on the right, enlarged and deformed
hila. The HRCT shows diffuse nodular pattern throughout
the whole pulmonary area and a lymphangitic pattern
mainly in lower lobes (reticular opacities with nodular
thickening of interlobular septa, centrilobular nodules,
septal lines and polygons with beaded appearance) highly
suggestive for lymphangitic carcinomatosis.

4. Inguinal lymph node biopsy. Histological examination
showed adenocarcinoma metastases.

Peutz-Jeghers syndrome is a rare autosomal dominant
inherited disorder manifested by hyperplastic gastrointesti-
nal polyps (hamartomas) in association with mucosal and skin
pigmentation. In 1921 a Dutch doctor, Jan Peutz, noted a rela-
tionship between intestinal polyps in a family members [1].
The cause Peutz-Jeghers syndrome in most cases (66-94%)
is a mutation of the STK11/LKB1 (serine/threonine kinase
11) tumor suppressor gene, with a high variability of pheno-
typic manifestations (the number and location of polyps, ap-
pearance and distribution of skin lesions) and icreased risk
of cancer [4,6].

Skin lesions are small (1-5 mm) flat brown or black-
ish patches, most commonly around the moth, on the
upper lip, nostrils, on the forearms, palms, plants, fin-
gers and perianal area. Some lesions may fade af-
ter puberty but tend to persisted only in the mouth [5].
Following clinical manifestations are mentioned in the
Peutz-Jeghers syndrome: repeated episodes of abdomi-
nal pain, haematemesis, inexplicable melaena in a young
patient, rectal tissue prolapse, precocious puberty, gyne-
comastia (estrogen production in testicular Sertoli cell tu-
mors), gastrointestinal intussusception [2]. In young pa-
tients, intussusception and intestinal obstruction (caused
by the presence of polyps) are the main complications.
Although gastrointestinal polyps are hamartomas, Peu-
tz-Jeghers syndrome patients have a 15 fold increased risk of
developing intestinal and gastric cancer [3,6], requiring fol-
low-up of tumor markers and endoscopy.
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Fig. 1

Leziuni pulmonare 1n asociere cu macule melanocitice cutanate (a, b - modificari cutanate; c, d, e, f - tabloul imagistic)

Pulmonary changes associated with cutaneous melanin pigmentation (a, b - cutaneous modifications; c, d, e, f - imagistic presentation)





