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AHHOTALIUA
Hecmotps Ha TO, 4TO (hakoMaTo3bl SBJISIOTCS AOCTATOUHO M3YYEHHOM IPyIIOi HACIEACTBEHHBIX [IPOrPECCUPYOLIMX 3a00J€BaHuUii, KOTOPbIE
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CHILDENS’ PEITZE-JAGERS SYNDROME HIDDENUNDER THE SYMPTOMS OF POSTHEMMORRHAGIC ANEMIA

ANNOTATION

Summary. Although phacomatoses are a well-studied group of inherited progressive diseases with early symptomatology, the number of cases
of late diagnosis in real clinical practice is quite high. Peutz-Yeghers syndrome is a variant of phacomatosis that requires early diagnosis and
monitoring by a team of specialists to manage the course of treatment. Peutz-Jeghers syndrome was first described at the beginning of the last
century is characterized by the development of malignant tumors starting at a young age: by the age of 20, cancer is detected in 1% of patients
The article presents a description of the observation of a child with Peutz-Yeghers syndrome under the mask of post-hemorrhagic anemia.
Keywords: children, phacomatosis, polyposis, hyperpigmentation, Peutz-Yeghers syndrome.

Peutz-Yeghers syndrome is a rare autosomal dominant inher-
ited disease, a variant of phakomatosis characterized by combined le-
sions of the skin (as the form of pigment spots), eyes, nervous system
and internal organs, of which gastrointestinal hamartomas are the most
frequently identified [6, 7-18]. Complications of the disease include
bleeding from polyps, anemia, intestinal invaginations, and necroses.
Malignant tumors are highly likely to develop in this pathology [6],
most often affecting the gastrointestinal tract, pancreas, female genital
organs, testicles, mammary glands and lungs [4.16].

Peutz-Jeghers syndrome is characterized by the development
of' malignant tumors starting at a young age: by the age of 20, cancer is
detected in 1% of patients [1]. As the example we have a clinical case
of a 13-years-old girl with Peutz-Yeghers syndrome. It is known from
the child’s medical history that the child was born from the first preg-
nancy, which occurred with the threat of termination in the first half of
pregnancy. The first term delivery was urgent because of the uterine
bleeding. Body weight at birth — 3930 g, length — 54 cm. The girl was
breast-fed up to 1.5 months, vaccinated by age.

Among the diseases she had, we can mention chronic gran-
ulomatous cystitis, hyporeflexive bladder, chronic pyelonephritis, for
which she has been observed by a nephrologist since the age of 4. At

the age of 8. she had pneumonia (2016). Allergic history of the girl is
aggravated: she had allergic rhinitis with epidermal sensitization to cat
and dog hair since the age of 5.

Clarification of the family history revealed in maternal hered-
ity Peitz-Egers syndrome. However, this was not paid attention to in
the early period. In February 2021, a routine examination at school re-
vealed a decrease in her hemoglobin level to 82 g/1. Therapy for anemic
syndrome with maltopher was prescribed by the pediatrician and it was
ineffective. In addition, gastrointestinal symptoms persisted: belching,
heartburn, pain in the umbilical region. These manifestations were the
reason for referral to a gastroenterologist, who examined the child and
noticed an important visual symptom, which was a clinical marker of
Peutz-Yeghers syndrome. At the time of examination, the girl had pig-
mentation of the lips and oral cavity. Rashes in the form of dark brown
small pigmented spots on the skin and mucous membranes, mainly
on the red border of the lips, which are an important visual symptom
characteristic of this disease. EGDS was performed in Ryazan City
Children’s Polyclinic No. 1, which revealed a polyp in the upper third
of the gastric body. According to a hereditary predisposition and typi-
cal clinical manifestations, Peitz-Yeghers syndrome was diagnosed for
the first time. The child was referred for further examination.

Picture 1.

Characteristic visual symptom of Peitz-Yeghers syndrome:
dark brown small pigmented spots on the skin and mucous membranes,
mainly on the red border of the lips (photo from the authors’ archive).

In April 2021, at the age of 13 the girl had an inpatient treat-
ment in the surgical department of the National Research Center for
Children’s Health. The diagnosis was D13.1 “Benign neoplasm of
the stomach. Gastrointestinal polyps. Peutz-Yeghers syndrome”. She
underwent endoscopic removal of gastric polyps during the elective
therapy. Ultrasound of the abdominal organs revealed signs of small-

26

tongue intussusception in the right ileum, which required diagnostic
colonoscopy. The study diagnosed endoscopic signs of insufficiency of
the bauginia flap with prolapse into the ileum. Conservative treatment
of this multisystem defect included asyndrom therapy: antisecretory
therapy — Esomeprazole 20 mg x 2 times a day, analgesics — Perfalgan
100ml and antispasmodics — No-shpa 1.0 ml x 3 times a day for pain
syndrome, antacids — Fosfalugel 1 sachet 40 minutes before meal 4
times a day, Simethicone — 1 drop 3 times a day). During the therapy
pain syndrome disappeared and dyspeptic manifestations decreased.
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Two weeks after the patient’s discharge, video-capsule enter-
oscopy was performed. It revealed multiple small polyps of the stom-
ach, small intestine, signs of partial small-intestinal obstruction, signs
of existing bleeding from the eroded polyp surface, widespread super-
ficial gastritis, duodenogastric reflux.

During the next 6 months of observation, the child’s condition
was unstable with occurrence of periodic abdominal pain. The girl was
repeatedly hospitalized in the surgical department of the Federal State
Institution “National Research Center for Children’s Health” in May
2021 for repeated endoscopic removal of gastric and ileum polyps.
Because of the high risk of permanent growth of polyps in the gastro-
intestinal tract, routine observation every 3 months was recommended
until the condition will be stabilized.

Discussing the literature data and the presented clinical obser-
vation, it should be noted that the diagnosis of Peutz-Egers syndrome
is considered reliable in the presence of at least one of the listed signs:

— The presence of two or more histologically confirmed
hamartoma polyps;

— any number of polyps detected in a patient who has a close
relative who carries the syndrome;

— Hyperpigmentation in typical areas of the syndrome and
presence of a relative who carries the syndrome;

— any number of polyps combined with hyperpigmentation in
typical locations in one individual [2].

Discussion. Traditionally, diagnosis has been based on clini-
cal criteria, but sometimes it can be difficult because the severity of
symptoms varies considerably from a few symptoms to very severe
cases — even within the same family [15]. In our clinical observation,
we presented a child who met the criteria for a diagnosis based on clin-
ical and medical history. The girl’s mother has PJS (criterion — a close
relative who is a carrier of the syndrome). From an early age, the child
has persistent granulomatous cystitis confirmed by microcystography,
from the age of 11; polyps in various parts of the gastrointestinal tract
were also identified (criterion — any number of polyps detected); there
is a syndrome of typical hyperpigmentation on the skin and mucous
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membranes, mainly on the red border of the lips (typical places for the
syndrome).

However, the peculiarity of this clinical case is the unfolded
clinical picture hidden under the symptoms of anemia, which was
post-hemorrhagic due to chronic bleeding from GIT polyps, as we
discovered at late diagnosis. Although there were signs of typical hy-
perpigmentation and granulomatous cystitis, apparently due to poor
awareness of this pathology among primary care pediatricians.

Among instrumental methods of investigation for confirmation
of polyposis, we usually use esophagogastroduodenoscopy (EGDS)
and colonoscopy. often accompanied by polypectomy, which reduc-
es the incidence of emergency laparotomy and intestinal loss due to
intussusception. Making images of the small intestine also includes
videocapsule endoscopy (VCE), computer enterography and/or mag-
netic resonance enterography (MRI), which was also performed in our
patient. Balloon enteroscopy can remove deep polyps of the small in-
testine. Invaginations and malignant neoplasms are recommended to
be treated in a standard way [19].

Thus, the main treatment of GIT complications of Peu-
tz-Yeghers syndrome is surgical correction (endoscopic removal of
polyps by hot loop resection) of polyposis. No etiotropic targeted ther-
apy for PJS has been developed. Therefore, the prognosis of the dis-
ease depends on the early diagnosis and prevalence of intestinal poly-
posis. Endoscopic methods of examination, including video capsule
enteroscopy, play an enormous role in early diagnosis. This method is
a modern and key tool in management of patients with Peutz-Yeghers
syndrome, helps to predict course of disease more accurate, simplify
the control and management of the disease.

Conclusions. In the presented clinical example of a child with
Peutz-Yeghers syndrome, we can observe the course and see the circle
of recurrent pathological processes with predominant involvement of
the urinary system (granulomatous cystitis, neurogenic bladder) and
GI (polyposis and inhalation), periodically leading to chronic intestinal
bleeding, post-hemorrhagic anemia and requiring surgical correction
at a certain stage.
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