Mporpamma nekuun/ceMmHapoB BeCeHHEro cemecTtpa
2020 Ha Temy «Pegkne metabonnyeckmne HapyLieHUs»

1 nekumsa — BCTynuTesibHas

Tema: «O6Lwmin 0630p MeTabONNYECKNX HAPYLLEHNA U BPOXAEHHbBIX aHOMasuK,
BEAYLLMX K pa3BUTUIO peakux 3abonesaHnn HapyleHus metabonunama»

Pestome: npeactaBnaioTCa COBpeMEHHbIE AaHHbIE O peaKnX opdaHHbIX
HacrneacTBEHHbIX M BPOXAEHHbIX 3aboneBaHnax metabonmama. PaccmaTpusatotcs
BOMPOCHI akTyanbHbIX 4eUHULNIA, paCNpPOCTPaHEHHOCTN peakmx 3aboneBaHnin n
CYHAOPOMOB, CcyLlecTBytowme NpobremMbl ANAarHOCTUKM U NTeYEeHNsA 3TUX PeaKmX
3aboneBaHun B Mupe 1 B Hawen ctpaHe. PaccmaTtpusaroTcs BOMPOCHI
Knaccudgukaum, MmaHugecTauumn, COBpeMEHHbIX TepaneBTUYECKNX NOAXOO40B U
Hanbonee akTyarnbHble NPOBNemMbl peaknx MmeTabonnyecknx HapyLueHni.

2 nexuus/cemuHap — Tema: «Peakmne metabonnyeckme HapyLleHUs»

Pestome: obcyxxgatoTcs Bonpockl Metabonuama, perynsumm obMeHa BeLwecTs, 1
0COBEHHOCTN HapyLleHn MeTabonnama y HaBOPOXAEHHbIX, AeTen cTapLllero
BO3pacTa 1 y B3pochbIxX naumeHToB. [MoapobHo obcyxaarTca BONPOCh! fleveHus
3TUX PedKnX COCTOSIHUI B CBA3UN C OCOBEHHOCTSIMU UX CUMTOMAaTUKM U NeYeHns
MpuBoOATCS HEKOTOPLIE BUAbLI TEPANUN C MOMOLLIbIO TEHHON Tepanuu 1
COBpPEMEHHbIX OpthaHHbIX NpenapaTos.

B kayecTBe HO30/10rM4EeCKOro NpumMepa npeacrTaBnseTcs:

Anactonusuc

MoapobHbie pa3bop n nsyyeHne NpuYMH BO3HMKHOBEHUS AaHHOro 3aboneBaHus, B
OCOBEHHOCTM Y HOBOPOXAEHHbIX W'y AETEl CTapLuero Bo3pacra, BONpoChI
ANarHOCTUKK, NPOrHo3a 1 nepcnekTms nedexms. Ob6cyxaatoTcs
3aNMOEeMMOoNorMyeckmne Bonpochl — pacnpoCcTpaHEeHHOCTb N YacToTa BCTPEYaemMoCcTh B
pa3HbIx cTpaHax. OTAenbHO paccMaTpUBalOTCA BOMPOCHI HOBbIX MEAMKAMEHTO3HbIX
BO3MOXHOCTEWN, reHETUYECKMX pa3paboToK 1 ApYrMx HOBbIX CNOCOBOB NnevYeHns u
METOA0B AMArHOCTUKM.

3 nekuumsi/cemuHap — n3 uukna: «Pegkue metabonunyeckune HapyLLeHUsI»

MpoBoanTcs pa3dop ¢ NnogpobHOW XxapakTEPUCTUKON peakoro metabonnyeckoro
HapyLlleHn4:

Bone3Hb KneHoBoro Cupona

PaccmaTtpuBatoTcst BONPOCh! ANArHOCTUKN JAaHHOMO TSXKENOro BPOXAeHHOro
COCTOSIHUS. MI3yyatoTcs NpUHLUMNBI HapyLleHMst MeTabonmnaMa KOHKPeTHbIX
aMWHOKWUCIOT, ONpeaensioLmMX Hanuyne unm oTCyTCTBE aKTUBHOCTU HEKOTOPbIX
dhepMeHTOB B opraHnsmMe YernoBeka. PaccmaTpuBaloTcs pasnunyHble BapuaHThbl



Te4YeHnda JaHHOro peakoro 3aboneBaHus, a Takke BOMpPOCHI JiIe4eHnA N OCHOBHbIE
anetnveckme rnogxoabl 1 pekoMmeHgauun.

4 nekuusi/cemuHap — Tema: «Peakme metabonuyeckne HapyLLEHUSI»

B kayecTBe HO30/10rM4eCcKoro NnpuMepa OcBeLLaTCS:

BpO)KJJ,eHHbIe HapyuweHuUs rnmkoannmpoBaHuns

PaccmaTtpuBaetcs 6onbluas rpynna HapyLweHUn rnko3nnnpoBaHnus, UMEIoLLMX B
OCHOBE reHeTn4yeckyto npupogy. MsyyaroTcs Bonpockl natoreHesa AaHHbIX
HapyLleHnin, obMeHa rmmnkaHoB U Ux ponu B obmeHe nonucaxapugos. O6cyxaatoTes
BOMPOCHI MeXaHn3ma KNo4YeBOr POy NPOTENHOB B Pa3BUTUU AaHHbIX HApYLUEHWUNA.
MprBOOATCA NPUMEPDLI KIMMHUYECKMNX XapaKTEPUCTUK U LUMPOKOro Kpyra npobnem
300pOBbS Y NOAEN C AaHHBbIMU HapyLleHnsaMKn.N3yyatoTca sBonpockl Malfunktion —
«HEencrnpaBHOCTEN» UMK «MNOSTIOMOK» XuMmndeckon npupopbl. O6cyxaatoTcst BONPOChI
OTCYTCTBUSI CPOACTBA C KNTACCUYECKMM CaxapHbiM AnabeToMm, HeCMOTpPS Ha
aKTUTUBHOE yyYacTue B pasBUTUM HaAPYLUEHUIA MMNKONN3UIMPOBAHMUA MOMEKY
caxapa. NpeactaBnalTCA BO3MOXHOCTN NArHOCTUKN N HOBble TepaneBTU4eckne
noaxoabl K 4aHHoM rpynne 3aboneBaHui.

5 nekumsi/cemuHap — 13 umkna: «Pegkve metabonuyeckne HapyLLEeHUs»

B kayecTBe HO3010rM4YEeCKOro NnpuMepa npeacraBnsercs:.

TpumeTunamuHypus unm cuigpom duw Oxo

PaccmaTpuBaeTcs gaHHoe pefkoe meTtabonuyeckoe 3aborneBaHune, KOTopoe
KOTOpoe XxapakTepuayetcs npucytcTtBumem TtpumeTtunamuHa (TMA) — TpeTtuyHoro
aMvHa, MMeloLero 3anax rHuron pbibbl, B MO4ye, NOTY M BblAbIXaeMOM BO34yxe
naumeHToB. M3yyaloTcss BOMPOCbI MPUYUH €ro BO3HWKHOBEHUA W  MeEXaHWU3MbI
pasBuTMS. AHanNU3NpyrTCs pasnuyHble  opmbl  3aboneBaHusi, OCOBGEHHOCTU
ANarHOCTUKN U TepaneBTMYecknx nogxonos. [logpobHo pasbupatoTca BOMPOCHI
OKUCINEHUS aMMHOB 1 NpeBpPAaLLEHUS B OKCUA.

6 nekuusi/cemuHap — Tema: «Pegkne metabonuyeckne HapyLLeHUsI»

B kayecTtBe npumepa pasdupaercs:

Bone3Hb Kpabbe

[aétca noapobHbIM 0630p 3TOro peakoro, aTtanbHOro 3aboneBaHus, a TaKkke
NPUYNHBI 1 MeXan3mMbl ero BO3HMKHOBEHUS. PaccmaTpuBaloTcs BOMPOCHI
COBpPEMEHHOM OMarHOCTUKN, onpeaeneHue mytauum reHa GALC, pacnonoxxeHHoro
Ha 14 xpomocome. AHaNM3NPYTCS BOMPOCHI HAKOMMEHUS rOfIOBHLIM MO3roM
TOKCUYHOIO AS151 ero KneTok 6enka — ranakrosvnuepammnia v ganbHenwee
ApamMaTnyeckoe yxyaleHue COCTOSAHNSA ManeHbkux nauneHTos. MNogpobHo
paccMaTpmuBalroTCs KIMHUYECKMe BOMPOChI, pacCMaTpuBatroTCs cTaguu pasBuTus



oonesHn. [aeTca aHanus TepaneBTU4ECKMNX NoaxonoB cerogHAa n nepCrnekTuBbl
pa3BUTnNA reHHoM Teparnumun, a Takxke rnporH03 AaHHoM pep,K0|7| naTtoJsiornun.

7 nekuus/cemuHap — 13 umkna: «Pegkme meTabonuyeckne HapyLLeHUs»

B ka4yecTBe HO30M10rMYECKOro NpuMepa NpeacTaBnsaeTcs:

Bone3Hb BunbcoHa

M3yyatoTc BONpOoChl 4eDUHULNA 1 SNNAEMUONOTMN OAHHOIO peakoro 3aboneBaHus.
HaéTtca nogpobHbii 0630p Tspkenoro 3aboneBaHus — 6onesHn BunbcoHa, a Takke
NMPUYMHBI 1 MEXaHM3Mbl €ro BO3HUKHOBEHUS. PaccmaTtpuBaeTca nogpobHbIv
reHeTUYeCKMI aHann3 NPUYMH BO3HUKHOBEHUSA FreHETUYECKNX MyTaLni,
pacnonoXxeHHblx Ha 13 XxpoMocome, BONPOChl HacneaoBaHUsS U COBPEMEHHON
reHeTU4YeCcKon AnarHoCcTukn. Pasbupatotca MexaHn3mMbl NaToNorMy4eckon
CYMMNTOMAaTUKK, CKOPOCTU €€ pa3BUTUA U AanbHenwnn nogxon Anga HabnogeHus 3a
nauneHtamu. MNogpobHo pa3bupaloTcs COBpEMEHHbIE TepaneBTUYecKne nogxoabl, B
TOM YnUCre N MeANKaMeHTO3Hble, Ha pPasnUYHbIX cTaauax 3abonesaHus.

8 nekuus/cemuHap —-tema: «Peakne metabonuyeckme HapyLIEHUSI»

B kayecTBe HO30M10rMYECKNX MPUMEPOB NPEACTABNSAETCA:

MutoxoHapuanbHble 60ne3Hn

MpeacTaBnATCA XapaKTepuCTnka,0CoO6EHHOCTN N NPUHLMIbI Pa3BUTUS
reTeporeHHoOmn rpynnbl — MUTOXOHAPManNbHble 6onesHn. PaccmaTtpmnBaeTcs MeXaHU3M
BOBJIEYEHUSA MHOTMX OPraHOB U CUCTEM C Pa3HOM CTENEHBbIO TShXeCTu. MdyyatoTcs
OCOBEHHOCTM OCTPbIX Y XPOHMYECKMX DOPM C Pa3NINYHBbIMWN CTEMNEHAMM
aekomneHcaummn. Pasbupatotca Bonpockl 0COB6EHHOCTEN pa3BuTuA 3abonesaHuni B
AETCKOM M B3POCIIOM BO3pacCTe, YHMUKANBbHOCTb U XapakTep CUMMTOMATUKM.
MpnBOOATCA NPUMEPLI HACNeAOBaHNA aHHOW NaToMorMm, reHeTU4YeCcKnX Noaxoa0B K
AnarHocTuke. BaxkHbiM NpeacTaBnAeTCcA LenNbl CNEKTp (OeHOTUMNOB AaHHON
naTonornm, B CBs3n ¢ 4em 060CHOBbLIBAETCA HEOOXOANMOCTb reHETUYECKOIo
KOHCYNbTUPOBaHMS CEMEN C OOMHAKOBLIM MOMNEKYNAPHBIM AeEKTOM.

JanbHenwne MeponpuaTus:

[Mocne okoOHYaHUA Nekum/ceMmMHapoB NaHNPyeTCca NpoBeAeHNE KOHTPOSBHOIO
onpoca no Teme «Pegkue metabonnyeckme HapyLleHUs» C 0BCYy>KAEeHNEM Takmux
npobnem, Kak cyTb onpefeneHnin gaHHbIX peaknx 3abonesaHum, X CUMNTOMaTUKN,
ANarHoCcTukM n gnddepeHumanbHON OUarHOCTUKK, BIIUSIHUST TEHETUYECKNX hakTopoB
N hakTOPOB BHELLHEN Cpeabl Ha UX PasBUTUS, BIMAHNE CTPECCOB Ha TeYeHne
6epeMeHHOCTU, XPOHNYECKMUX MHAEKLUIA 1 Op.

B 3aknyeHnn Kypca CTygeHTaMu NpoBoauTCS:

- Npe3eHTaumst OAHOro U3 peakmx (opdaHHbIX) MeTabonmyeckmx 3abonesaHuin
/CMHOPOMOB Ha aHIMMNCKOM S3blKe



- NoAroToBka M caayva NMCbMEHHbIX pedepaToB Ha PYCCKOM U aHIMIMCKOM SAi3blKax.

JTyywine paboTbl 6yayT BKIOYEHbI B COOPHUK paboT ctygeHToB MITY, NoCBSLLEHHOIO
peakum (opcaHHbIM) 3aboneBaHusM.

The program of lectures/seminars on the topic of —

,»Rare metabolic disorders*

1 Lecture - introductory topic: "Overview of metabolic disorders and indorn errors of
metabolism"

Summary: The presented current data on rare (orphan) metabolic hereditary and
congenital diseases, definitions are given, the approaches to assessing the
frequency and prevalence of diseases, the existing problems of diagnosis and
treatment of these diseases in the world and our country. We give lists of hereditary
diseases and syndromes, classified as rare. We consider the most urgent problems
of rare metabolic diseases, requiring first step solutions.

2 Lecture / seminar - topic: "Rare metabolic disorders”

Summary: The data presented and discussed the questions of metabolism, inborn
errors in newborn, infancy period and adults. It is the correct identification of rare
clinical manifestations and diagnosis of other species due to the specific treatment of
gene therapy. We give some kinds of therapy with the help of modern orphan drugs.

A nosologic or classification example is:
Cutis laxa syndrome

Detailed analysis and study of the causes of the orphan diseases, especially
childhood and adulhood forms Cutis laxa disease, epidemiology, diagnosis,
prognosis and treatment prospects. Separate issues of new pharmacological
possibilities of genetic and other new techniques and methods of diagnosis.

3 lecture / seminar - from the cycle "Rare metabolic disorders "
A nosologic or classification example is:
Maple syrup urine disease

The problems of diagnosis of this rare these conditions. WE discuss the problems of
defects in the branched-chain a-ketoacid, which results in elevation of the amino-
acids in plasma.lssues of treatment consist of dietary restriction and close metabolic
monitoring. It will be discussed questions of modern treatment, clinical outcomes and
vry important newborn screening. Detailed analysis of this disorder including its



presentation, screening and clinical diagnosis, treatment, and other relevant aspects
pertaining to the care of patients.

4 lecture / seminar - topic: "Rare metabolic disorders "

A nosologic or classification example is:

Congenital disorders of glycosylation

Detailed analysis and study of a large group of rare genetic disorders that affect the
addition of sugar building blocks, called glycans, to proteins in cells throughout the
body. The addition of glycans to proteins is critical to the healthy function of cells.
People with this condition have a wide range of health problems because of this
chemical malfunction. While glycosylation involves sugar, as glycans are compounds
of sugar molecules, CDG are not related to diabetes. Instead, CDG cause problems
in the way sugar building blocks are attached to proteins within and on the surfaces
of cells, affecting how cells in every part of the body function.

5 lecture / seminar - from the cycle "Rare metabolic disorders "
A nosologic or classification example is:

Trimethylaminuria or Fish Odor Syndrome

The data presented and discussed the questions of trimethylaminuria or Fish Odor
Syndrome (FOS), is a rare metabolic disorder characterized by the presence of
trimethylamine (TMA)—a tertiary amine whose odor is described as resembling that
of rotting fish—in the urine, sweat, and expired air. We also discuss the problems of
classification, diagnostic, new-born diagnostic, treatment and management of these
patients and these standards and give some exapmles of the various manifestations
and forms of the disease and the characteristics of their diagnosis.

6 lecture / seminar - topic: "Rare metabolic disorders "
A nosologic or classification example are:

Krabbe disease

We give the common review about Krabbe disease is an inherited disorder that
destroys the protective coating (myelin) of nerve cells in the brain and throughout the
nervous system. In most cases, signs and symptoms of Krabbe disease develop in
babies and when it develops in older children and adults, the course of the disease
can vary greatly.There's no cure for Krabbe disease with the defect on the
chromosome 14. It is treatment focuses only on supportive care. We present and
discuss the questions of stem cell transplants have shown some success in infants
who are treated before the onset of symptoms and in some older children and adults.

7 lecture / seminar - from the cycle "Rare metabolic disorders "

As nosological examples are:



Wilson’s disease

We give detailed analysis and study of Wilson’s disease, which results from the
defective ATP7B protein product, is characterized by impaired copper metabolism
and its clinical consequences vary from an asymptomatic state to fulminant hepatic
failure, chronic liver disease with or without cirrhosis, neurological, and psychiatric
manifestations. We discuss the causes of rare the disease, screening in first and
second relatives of index cases is mandatory, and treatment must commence upon
establishment of diagnosis and treatment strategies. We present the investigations in
the field of genetic mutation on the chromosome 13.

8 lecture / seminar — from the cycle "Rare metabolic disorders "
As nosological examples are:

Mitochondrial diseases

We discuss mitochondrial diseases as a heterogeneous group of disorders that can
affect multiple organs with varying severity. Symptoms may be acute or chronic with
intermittent decompensation. In childhood-onset disease, there is often a history of
global developmental delay, while in adulthood the past history may be unremarkable
prior to initial presentation. The unique character of mitochondrial genetics means
family history patterns of inheritance may be both maternal and autosomal, making
genetic counseling challenging. Tissue specificity and mitochondrial heteroplasmy
may result in a spectrum of phenotypes even within a single family with the same
molecular defect.



