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1. Status and structure of the discipline
Disciplines tatus
Discipline
code
in
EPP/discipline place in EPP
Course / semester
The amount of discipline (the
total number of hours / number
of credits ECTS)
Number of content modules
The structure of the discipline
Language of study
Form of study

Elective
EC 86// discipline of professional training
5thyear (ІХ-Хsemesters)
45hours / 1,5 credit ECTS
1
Practical classes 10 hours
Lectures-20 hours
Independent work 15 hours
English
Full-time (or remote full-time by order)

2. Description of the discipline
Short annotation of the course, relevance. The program of the discipline (elective
course) "Complex genetic cases in pediatrics" is made in accordance with the order of
preparation of applicants for the second (master's) level of education in higher
medical educational institutions of Ukraine in accordance with the credit transfer
system of ECTS, approximate training plan specialists of the second (master's) level
of higher education in the field of knowledge 22 "Health" specialty 222 Medicine.
The discipline is an optional component of the educational-professional program
Medicine, the cycle of professional training of the master of medicine, designed for
1.5 credits, which students learn during the IX-X semesters in the 5th year of study.
The main focus of the program is to obtain knowledge of the discipline (elective
course) "Complex genetic cases in pediatrics", the study of which is necessary for the
successful acquisition of disciplines of successful professional activity. The subject
area of the program is to study the peculiarities of the formation and course of
pathological genetic diseases in children and the use of this knowledge, the program
focuses on obtaining knowledge on determining the tactics of medical and genetic
counseling, skills of diagnosis, treatment, prevention of genetic diseases in children.
Prerequisites. For successful mastering of discipline the student needs the
knowledge received in the course of studying of the following disciplines of general
preparation:
as anatomy, normal and pathological physiology, which give the concept of
physiological processes of the organism and the pathogenesis of diseases. Medical
biology speaks about the role of heredity in the development of genetic diseases and
methods of diagnosing hereditary diseases. Clinical pharmacology studies the
mechanism of action and side effects, features of application, interaction of drugs,
which allows the appointment of adequate therapy for various hereditary diseases of
childhood.
Pathological physiology gives an understanding of the etiology and pathogenesis of
the disease. Propaedeutics of internal and pediatric diseases teaches the student

careful history taking, practical skills of objective examination of the patient and the
ability to interpret the results of additional research methods.
The purpose of the course and its significance for professional activities. The aim
of the course is to get acquainted with clinical genetic cases, which will help in the
diagnosis of chromosomal, monogenic, multifactorial, mitochondrial diseases and
congenital malformations, teach the use of various diagnostic methods and prescribe
treatment and develop preventive measures for this group of diseases.
Postrequisites. In the process of studying the discipline acquires the knowledge
necessary for successful mastering of disciplines, namely: pediatrics, pediatric
infectious diseases, internal medicine, neurology, psychiatry, ophthalmology and
other clinical disciplines, which involves the integration of teaching with these
disciplines and the application of knowledge, skills and skills in further learning and
professional activities. Students study the discipline in the form of differential
diagnosis of rare hereditary diseases of childhood, practical skills of diagnosis and
treatment of emergencies on the basis of stimulation classes.
3. Learning outcomes.
After successful study of the discipline the applicant will be able to:
1. Know the basics of information and communication technologies and be able to
apply them in professional activities.
2. Collect hereditary history, be able to describe the phenotype, compile and
analyze the patient's pedigree.
3. Highlight the leading clinical symptom or syndrome.
4. To establish the most probable or syndromic diagnosis of the disease.
5. Assign laboratory (karyotyping, DNA diagnostics, TMS, etc.) and instrumental
research (ultrasound, CT, etc.) by comparison with standards.
6. To carry out differential diagnosis of hereditary diseases, using the most
probable or syndromic diagnosis, data of laboratory and instrumental examination of
the patient.
7. Establish a clinical diagnosis of hereditary disease by making an informed
decision and logical analysis.
8. Determine the necessary medical nutrition (if necessary) in the treatment of
hereditary diseases.
9. To determine the principles and nature of treatment of patients with hereditary
pathology.
10. Conduct family planning counseling.

Content and logistic of the discipline
Module 1 «Complex genetic cases ІХ or Х Practical classes № 1-5
in pediatrics"»
semesters, Lectures № 1-10
45 hours/
1,5
creditECTS

The course includes 5 topics, 10 lectures,which are part of 1 thematic module.
Module 1. "Complex genetic cases in pediatrics"
Topic 1. Genetic cases of patients with chromosomal diseases.
Topic 2. Genetic cases of patients with monogenic diseases.
Topic 3. Genetic cases of patients with hereditary metabolic diseases.
Topic 4. Genetic cases of patients with mitochondrial diseases.
Topic 5. Genetic cases of patients with congenital malformations, teratogenic
syndromes.
Practical classes provide a theoretical justification of the main issues of the topic and
the acquisition of the following practical skills:
1) examine patients and their relatives and identify congenital and hereditary
pathology;
2) to determine the clinical features of hereditary pathology and the status of
patients;
3) to evaluate the diagnostic, prognostic value of the detected symptoms and
morphogenetic variants (microanomalies of development);
4) correctly collect a genetic history, compile a pedigree, determine the type of
inheritance;
5) to diagnose the most common forms of hereditary pathology.
During practical classes, students in workbooks formulate conclusions on the
topic and discuss clinical case, write pedigrees and analyze results of karyotyping.
The student's independent work involves preparation for practical classes and
development of practical skills, study of topics for independent extracurricular work,
elaboration of scientific literature and writing reviews according to recommended
topics for individual work. The control of studying the topics of independent work is
carried out on the final module.
Calendar plans of practical classes, thematic plan of independent
extracurricular work, volume and directions of individual work are published on the
website of the department.
Route of receiving materials: Department of Pediatrics №2 / Student / Fulltime / Medicine / 5th year / Educational and methodical materials.
Access to materials is provided from the student's corporate account
s000XXX@vnmu.edu.ua.
5. Forms and methods of monitoring academic performance
Current control in practical Methods: oral or written survey, electronic
studies
survey, solving situational problems, working
with pedigree diagram sand karyograms, their
interpretation and evaluation of results
(registration of the protocol in the work book)
Final control of the discipline Methods: by adding all current grades and
credit at the end of the discipline. dividing this amount by the number of classes.
Learning success diagnostic Theoretica lquestions, tests, clinically-oriented
tools
situational tasks, pedigrees, results of
karyotyping.

6. Assessment criteria
Knowledge assessment is carried out in accordance with the Regulations of the
Academic
processin
VNMU
named
after
M.I.
Pirogov
(link
linkhttps://www.vnmu.edu.ua/ General information)
Continuous assessment
On a four point system of traditional
assessments:
5 «excellent», 4 «good», 3 «satisfactory», 2
«unsatisfactory»
Final control of the discipline
Final modulegrade:
71-80 points - "excellent"
61-70 points - "good"
50-60 points - "satisfactory"
Lessthan 50 points - "unsatisfactory" /
didnotpass
Discipline assessments:
Current academic assessment - from 72 to 120
points (conversion of the average traditional
assessment of practical class on a 120-point
scale): 60% of the grade for the discipline
Final control - from 50 to 80 points: 40% of the
grade for the discipline
Individual work - from6to 12 points
From 122 to 200 pointsintotal.
Discipline Score Scale: National and ECTS
The sum of
Score on a national scale
grades for all
for credit test
types
of ScoreECTS For exam, course project
(work), practicе
educational
activities
180-200
А
Excellent
credited
170-179,9
В
Good
160-169,9
С
141-159,9
D
Satisfactory
122-140,99
Е
Satisfactory
is not credited with
unsatisfactory with the
0-121,99
FX
the possibility of
possibility of reassembly
reassembling
is not credited with
unsatisfactory
with
a
mandatory
F
mandatory reexamination
reexamination
of
of discipline
discipline

Criteria for student knowledge assessment
Assessment of oral / written response during the current assessment
The grade "excellent" is given to a student who has deeply and
comprehensively mastered the theoretical material, competently and logically teaches
it. He is fluent in Latin terminology, clearly answers non-standard questions on the
topic of the lesson, is able to link the material of the topic with previously studied
sections, which indicates knowledge of the recommended literature and the ability to
analyze the material studied, and clearly demonstrates the importance of theoretical
knowledge for practice Medicine
The grade "good" is given to a student who knows and has a good theoretical
material, teaches it correctly, does not allow inaccuracies in the answer, is able to
reveal the topic from the standpoint of its medical significance and practical
application, but the answers do not go beyond the textbook, guidelines.
A grade of "satisfactory" is given to a student who knows the basic concepts
and definitions of the studied topic, but admits significant inaccuracies or has
difficulty in formulating the answer, does not understand the medical aspects of the
topic, can not relate theoretical material to practice.
The grade "unsatisfactory" is given to a student who does not know the
theoretical foundations of the topic, makes gross mistakes in answering, does not
understand the basic concepts and definitions, can not explain the importance of
theoretical material for practical medicine.
Assessment of practical skills during the current assessment
The grade "excellent" is given to a student who knows the course and
sequence of independent learning to perform a practical task, seeks the best options
for diagnosis, and demonstrates the correct implementation of the necessary practical
skills, and true with clear formulations of conclusions.
A grade of "good" is given to a student who makes inaccuracies in describing
the phenotype, but is able to identify errors and can demonstrate the implementation
of practical skills in general, accurately draws up the results of the pedigree in the
notebook.
Assessment of "satisfactory" is given to a student who knows the basics of
the practical task, but has difficulty in performing this, cannot demonstrate the correct
sequence of practical skills to describe the phenotype, fully interpret the results of
examinations, make pedigree.
The grade "unsatisfactory" is given to a student who cannot demonstrate
practical skills, has significant difficulties in describing the phenotype, compiling a
pedigree and determining the type of inheritance, karyogram analysis, does not
register the progress of work in the protocol.
Assessment of independent student work
The student's independent work is assessed during the final classes of the
module of the discipline through an oral interview on topics that are not included in
the plan. Evaluation of prepared messages, presentations on the selected topic is
carried out by traditional evaluation

The grade "excellent" is given to a student who has deeply and
comprehensively revealed the problem, logically stated the main issues, give
examples from medical informative sources. He is able to connect the material of this
topic with the previously studied sections, which indicates the ability to analyze the
studied material, as well as clearly demonstrates the importance of the acquired
theoretical knowledge for practical medicine.
The grade "good" is given to a student, who knows and is well versed in
theoretical material, competently revealed the main issues of the topic and its medical
significance, but did not go beyond the textbook, guidelines.
A grade of "satisfactory" is given to a student who has revealed the basic
concepts and definitions of the recommended topic, but has not fully disclosed it,
does not understand the medical aspects of the topic, relate theoretical material to
practice.
The calculation of individual points is carried out on the basis of the
Regulationofthe Academic processin NationalPirogov MemorialMedicalUniversity
(linkhttps://www.vnmu.edu.ua/General information).
12 points - added to the assessment of the discipline for a student who won a
prize at the interuniversity competitions in the discipline or a prize at the Ukrainian
competition of student research reports or a prize at the interuniversity / international
scientific conference with the published work;
11 points - are added to the assessment of the discipline for a student who won
the first prize at the intra-university Olympiad in the discipline or the first place at the
student scientific conference with the published work, or participated in the
Ukrainian competition of student research papers;
10 points - are added to the assessment of the discipline for a student who won
a prize (II-III) at the intra-university Olympiad in the discipline or at the student
scientific conference with the availability of printed work; or for participation
(without a prize place) in interuniversity competitions in the discipline or a prize
place in an interuniversity / international scientific conference with the availability of
published work.
9 points - are added to the assessment of the discipline for a student who
participated (without a prize) in the intra-university Olympiad in the discipline or
student scientific conference with the presence of published work
8 points - are added to the assessment of the discipline for a student who
actively participated in the student scientific group, published a paper with results of
scientific and practical research, but did not personally participate in the student
scientific conference, prepared a poster report.

Evaluation of final control (credit)
The form of final control on the elective course is a test. The maximum number
of points - 200, which a student can score for current activities in the course or
discipline is calculated by adding all current grades and dividing this amount by the

number of classes. The obtained average grade for current performance is converted
into points, according to the scale of conversion of traditional grades into rating
points (200 points) for disciplines ending with credit, adopted by the decision of the
Academic Council of VNMU protocol №2 from 28.09.10. The obtained points are
entered in the statement, next to the mark "credited".
7. Policy of discipline / course
The student has the right to receive high-quality educational services, access to
contemporary scientific and educational information, qualified tutoring during the
study of discipline and mastering practical skills. The policy of the department
during the providing of educational services is a student-centered, based on
normative documents of the Ministry of Education and the Ministry of Health of
Ukraine, the Statute of the University and the Procedure for the Providing of
Educational Services regulated by the main principles of the organization of the
educational process in NationalPirogov MemorialMedicalUniversityand the
principles of academic integrity ( linkhttps://www.vnmu.edu.ua/General information).
.
Adherence to the rules ofNationalPirogov MemorialMedicalUniversity,
safety techniques in practical classes.
Occupational safety instruction with students during labor, professional
training in health care institutions is conducted by the head of the structural unit of
the institution or the student's immediate supervisor. Before the beginning of practical
classes in the first lesson (at the beginning of each semester) the teacher, according to
the requirements of the Job description, conducts instruction on labor protection
(including rules of personal hygiene, sanitary regime, danger during supervision of
patients, etc.). Targeted instruction is conducted with students in the case of
organization outside of educational activities (competitions, conferences, etc.).
Requirements for preparation for practical classes. The student must be
prepared for a practical lesson, situational tasks for the current topic should be solved
in a workbook. They should come to class on time, without delay. A student who is
late more than 10 minutes for class is not allowed to be present and must rework it in
the prescribed manner.
In practical classes, the student must be dressed in a work uniform (medical gown,
hat, medical mask, changeable shoes). Students who do not have a work uniform are
not allowed to study.
The student must follow safety rules during practical classes and in the hospital.
When discussing theoretical issues, students should demonstrate tolerance and
respect for their colleagues and the teacher.
Usage of mobile phones and other electronic devices.
The use of mobile phones and other electronic devices in the classroom is allowed
only during electronic testing or surveys.
Academic integrity. When studying the discipline, the student must be guided
by the Code of Academic Integrity and Corporate Ethics of NationalPirogov
MemorialMedicalUniversity (link : https://www.vnmu.edu.ua/General information)/ Code
of Academic Integrity).. In case of violation of the norms of academic integrity
during the current and final controls student receives a grade of "2" and must work it

out to his teacher in the prescribed manner within two weeks after receiving an
unsatisfactory assessment).
Missed classes. Missed classes are reworked in the manner prescribed by the
Regulations on the organization of the educational process in NationalPirogov
MemorialMedicalUniversity (link https://www.vnmu.edu.ua/ General information /
Basic documents) at the time specified in the schedule (published on the website of
the department https://www.vnmu.edu.ua/ Department of Pediatrics №2 #) to the
teacher who conducts a practical lesson. To complete the missed lesson, the student
must answer questions of the topic writing or orally.
The procedure for admission to the discipline final control is giving by the
Regulations on the organization of the educational process in NationalPirogov
MemorialMedicalUniversity (link https://www.vnmu.edu.ua/ General information /
Basic documents). Students who do not have missed practical classes and lectures
and received an average traditional grade of at least "3" are allowed to pass final
control.
Additional points. Individual points in the discipline that student can receive for
individual work, the amount of which is published on the website of the department
in the teaching materials of the discipline and is determined by the results of his
individual work according to Regulationofthe Academic processin NationalPirogov
MemorialMedicalUniversity(linkhttps://www.vnmu.edu.ua/General information).
Conflict resolution. In case of misunderstandings and complaints to the teacher
because of the quality of educational services, knowledge assessment and other
conflict situations, student should submit his / her claims to the teacher. If the issue is
not resolved, the student has a right to apply to the head of the department according
to Complaints Consideration Procedure (https://www.vnmu.edu.ua/ General
information / Basic documents).
Politics in time of remote learning. Distance learning regulated by the Regulations
of the elements of remote learning in in NationalPirogov MemorialMedicalUniversity
(https://www.vnmu.edu.ua/ General information). The main training platforms for
studying are Microsoft Team and Google Meets. Practical classes and lectures,
exercises and consultations during distance learning is published on the website of
the department (https://www.vnmu.edu.ua/ Department of Pediatrics№2/Student or
https://www.vnmu.edu.ua/Department of Pediatrics№2/ News).
Feedback from teachers is via messengers (Viber, Telegram, WhatsApp) or e-mail
(at the teacher's choice) during working hours.
8. Educational resources. Educational and methodological support of the discipline
is published on the website of the department (https://www.vnmu.edu.ua/ Department
of Pediatrics№2/ To students).
1)Basic literature:
1.
Emery's Elements of Medical Genetics and Genomics, 16 th edition / P.
Turnpenny, S. Ellard, R. Cleaver.- Elsevier, 2017.- p. 445
2) Additional:
1. Atlas of Inherited Metabolic Diseases 3rd edition/ Nyhan, W. L.,Barshop, B. A.
Al-Aqeel, A. I. - CRC Press, 2011.- p. 874.

approach, 2nd edidtion I G. F.
Hoffmann, J. Zschocke, W.L. Nyhan. - Springer,2016. - p' 605'
3. Nelson Textbook of Pediatrics 2-Volume Set, 21sI Edition / Robert M.
Kliegman
&amp; Joseph St. Geme.- Elseviet,2020.- p. 4264'

2. Inherited metabolic diseases: a clinical

1)
2)

Informational resources

In EnglishS

Dr. Najeeb Lectures
CPHpx55
httos://www.
Osmosis https ://www.youtube.com/c/osmosis/
MEDCRAM- Medical Lectures explained clearly
https ://www.youtube. com/usef/MEDCRAMvideos
https ://pubmed.ncbi .nlm.nih. gov/

8FTYYC

4) Methodical recommendations for practical classes and VTS, consultations (once
week according to the schedule of consultations).

a

9. The schedule and distribution of groups by teachers is published on the website
of the department (https://www.vnmu.edu.ualDepartment of PediatricsNs2 / Student).
The syllabus on the subject "Complex genetic cases in pediatrics" was discussed and
approved at a meeting of the Department Pediatrics J\b2
tl
2021
(protocol }l'e _1_, from "
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