lNMporpamma nekumm n ceMmMHapoB OCeHHe-3UMHEero
cemecTpa 2020-2021 rr. no Teme
«Penkue (opdaHHble) 60NMe3HU HaKONMEeHUA rMUKoreHa»

1 nekumua — BctynutenbHasa. Tema: «O6wue BONpOChHl pa3BuUTUA pegkux 6onesHen
HaKoOMNNEeHUs rnKoreHay.

Pestome: npeacTaBnsOTCA COBPEMEHHbIE JaHHble O peadkux BonesHAX HakonneHus
rnukoreHa. OB6cyXaalTcs BOMPOCblI  FEHETUYECKUX HapyLeHUn npu  OaHHbIX
3aboneBaHusX, a TaKkKe COOTBETCTBYHWOLINE (EePMEHTATUBHbIE W 3SH3MMHbIE
HapyweHus. [lokasaHbl MexaHU3Mbl MPOLECCOB pacLUenfieHns rrMkoreHa n ux
HapylweHus. PaccmatpuBatoTcss BONPOChl AeUHULMK, Knaccudukaumm, nogxoasl K
OLEHKE 4acTOTbl M pPacnpOCTPAHEHHOCTU AaHHbIX 3aboneBaHun, CylecTByloLime
npobnemMbl AMarHOCTUKN U NieYeHNst Takux B criydasx nogobHbIX HapyLLeHUN.

2 nekuusi/cemuHap — 13 umkna: «Peagkne 60ne3Hn HaKoONNEeHUs rImMkoreHa»
Tema: «4T10 Takoe 60ne3Hb HaKOMNNEHNS FMUKOreHa y 4eTen?»

Pesilome: ob6cyxagatTcs ocobeHHocTn 6onesHn HakonneHwus rnukoreHa (GSD) vy
AeTen, MexaHn3Mbl UCMOMb30BaHUA U XPaHEHUS MMUKOreHa B OpraHn3mMe — OAHOW U3
dopm caxapa nnu rmnoko3bl. [NokasaHbl MeXaHM3Mbl XpaHEHUS TNIMKOreHa B NeYeHu,
YHKUMOHNPOBaAHWE onpeaeneHHblx 6ernkoB-epMeHTOB, pacLLensaoWnX rMnKoreH
Ao rnoko3bl. ObcyxaarTca OCOBEHHOCTU KNMHUYECKMX nNpobnem M CUMNTOMOB Yy
AeTen, CBA3AHHbIX C MEeYeHbld, MbILWEYHON TKaHbld W OPYrMMW  OopraHaMmn W
cUcTeMamMm.

MoapobHO obGcyxaalTcss BONPOCHI MPUYUH BO3HUMKHOBEHUSI AaHHbIX HapYyLUEHUR Y
AeTel, BOMpoCbl HacnedoBaHWsi OaHHbIX COCTOSIHWMA, W Kakue OeTW NoABepKeHbl
AaHHbIM HapylweHnsMm. Ocoboe MecTo 3aHUMaloT NPo6reMbl CUMNTOMATUKM AaHHbIX
COCTOSIHWIA, ONarHOCTUYMECKMX BO3MOXHOCTEM W NEeYEeHUs B HaCTosillee BpeMS.
Oco6oe BHMMaHWUe yaensieTcst NpounakTu4eckumMm MeponpusSTUSM U NPOrHO3Yy.

3 nekuyus/cemnHap — u3 umkna: «Pegkne 6onesHy HakoNNeHUs rMUKOreHa»

B ka4yecTBe HO30/10rM4YECKOro NpumMepa NpeacTaBnaeTcs:

Tun 0 — BonesHb JleBu

PaccmatpuBaroTcs BOMNpOCbl AMArHOCTUKUM U audpdpepeHumnanbHoM  AMarHOCTUKK
AAHHOro cocTosdHMs. B kavectBe npumepoB paccMmatpusaloTca U nNoapobHO
obCyXOalTCcs BOMPOCbI MEXaHM3MOB Pa3BUTUS MOPAKEHUA MNEYEHW, KULLEYHWUKaA,
KNEeToK KPOBW, CBA3aHHbIX C COOTBETCTBYHOLWMMKU HapyweHuamu. Ob6cyxaatoTcs
BOMPOCbl OUOXMMWYECKUX W KINMHUYECKUX W3MEHEHUW, CBA3AHHbIX HE C OAHUM
hepMEHTOM-BUHOBHUKOM Y A@HHbIX NaLUeHTOB.



4 nekuusi/cemunHap — 13 umkna: «Peagkne 60ne3Hn HaKoONNEeHUs rImMKoreHa»

B ka4yecTBe HO30/10rM4YECKOro NpumMepa NpeacTaBnsaeTcs:

Twvn | — bonesHb goH NMpke

PaccmaTpuBatotcs BONpOCbl AMArHOCTUKM U audpdepeHunansHOM AONarHOCTUKK
AAHHOro COCTOsIHUA. B kayecTBe npMmepoB paccmMaTpmBaloTCA BOMPOCHI MOPaXeHus
nevyeHn, KuevyHuka, MoYeK W KeToK KPOBW, CBSA3@HHbIX C COOTBETCTBYHOLLMMMU
HapyLLEHUSIMNA.

O6cyxaatoTca BONPOChl pacnpoCTPaHEHHOCTU, KIMHNYECKNMX OCODEHHOCTEN N HOBbIX
noaxoAoB K AnarHoOCTUKe AaHHOro 3abonesaHus.

5 nekuyusa/cemnHap — Tema: «Peakme 6o0ne3Hn HaKOMNEeHUs rMKoreHa»

B kayecTBe HO3010rM4eCcKOro NpumMepa npeacraBnseTcs:

Tun lll- BonesHb ®opbca-Kopun

PaccmaTpuBatotcs BONpOCbl AMArHOCTUKM U audpdepeHunansHOn AONarHOCTUKK
AaHHbIX COCTOSHUA. B kKayecTBe NpuMepoB OBCYXXKOATCA MeXaHU3Mbl MopaXkKeHus
nevyeHn, OoCoBEHHOCTU MOpaXeHus cepaua, CKENMeTHbIX MbIll, a Takke KMIeToK
KpOBW, CBSA3AHHbIX C AaHHbLIM 3aboneBaHMeM.

O1oenbHOEe MeCcTO OTBEAEHO 3NMOEMUONOrMYeCKUM BoOnpocamMm gaHHOro COCToOAHUA,
a TaKXe KIMHUYECKMM nNpoABIIEHUAX B pas3HbiX nonynAaunax, AMarHoCTUYEeCKUM
noaxonam M nporHosy.

6 nekuusi/cemuHap — Tema: «Peakne 60ne3Hn HaKoMMNEeHUs rMMKOreHa»

B ka4yecTBe HO30M10rM4YECKOro NpumMepa NpeacTaBnsaeTcs:

Tun IV — bones3Hb AHOepceHa

O6cyxpatoTca MexaHuM3Mbl HacnegoBaHua 6one3Hn AHgepceHa, npy 3Tom ocoboe
BHMMaHWe yaeneHo noapoOHOMY OOCYyXXOEeHW0 BOMPOCOB MOPaXEHUS HEPBHOWN
CMCTEMbI U MO3rOBbIX HapyLUEHWIA.

BaXHbIM MOMEHTOM U3y4YeHMs1 JAHHOTO COCTOSIHUS SIBMNSIIOTCA U3yYeHNe MexaHU3MOoB
pasBUTUS MEYEHOYHbIX U CcepAeydHblXx HapyweHuin. O6cyxagalTcs BOMPOChHI
CUMNTOMaTUKN HapPYLIEHUA MbILEYHOW CUCTEMbl, OCOOEHHOCTU COCTOSIHUSI U
HapylleHun Koxu. [lpeactaBrneHbl [OaHHble O PAcChpPOCTPAaHEHHOCTU  AaHHbIX
COCTOSIHUI, BO3MOXXHOCTM UX COBPEMEHHOW AMArHOCTUKM U NIEYEHMSI.



7 nekuymsa/cemnHap — Tema: «Peakme 60ne3Hn HaKOMMEeHUs rIMKoreHa»

B ka4yecTBe HO30/10rM4YECKOro NpumMepa NpeacTaBnsaeTcs:

Tvn V — bonesHb MakApane

PaccmaTpuBatotca BONpOCbl AMArHOCTUKM UM audpdepeHunansHOM AONarHOCTUKK
AaHHoro 3aboneBaHusa. M3yyaloTcss OCOBEHHOCTU MNPUYUH  BO3HWKHOBEHUA W
KIMHUYECKMX NPOSBNEHUN MOPaXEHUS CKEMNETHbIX MbILL, NPY AHHOM COCTOSIHUK, a
TakKe MexaHW3Mbl pa3BUTUS, CBSA3aHHbIE C COOTBETCTBYHOLLMMWN HAPYLLUEHUSIMUA.

O6cyxpatotTca anMaeMmnosiornyeckme AaHHble, CUMMNTOMaTU4eckne OCOBEHHOCTH,
ANarHoCTUYEeCKNe Kputepum, a Takke BO3MOXHbI MPOrHO3 AaHHOro 3aboneBaHus.

8 nekuumsi/cemuHap — Tema: «Pegkmue 60ne3Hn HaKoNEHNS IMNKOreHa»

B kayecTBe HO3010rM4eCcKOro NpumMepa npeacraBnseTcs:

Tvn VI- bonesHb Xepca

PaccmaTpuBatotca BONpPOCbl AMArHOCTUKM U audpdepeHunansHOM AONarHOCTUKK
AaHHOro  Tsbkenoro  3aboneBaHusa. [MogpobHo  obcyxpgawTcs  MexaHu3Mbl
OCOBEHHOCTEN MOpPaXKEeHUsI NMEYEHN N KNEeTOK KPOBW, a TakkKe CBA3AHHbIX C HUMMU
COOTBETCTBYHOLUNMM HAPYLUEHNAMMN.

MpencrtaBnsalTCA  AaHHble O  PacnpoOCTPaHEHHOCTW  AaHHbIX  COCTOSIHUA,
BO3MOXHOCTU AMArHOCTUKM M NnedeHusi. M3ayyatroTcs cneumduyeckne ocobeHHOCTU
nopaKeHUsl MeYeHn, a Takke COBpeMEHHbIE ANarHOCTMYECKME BO3MOXHOCTU AaHHbIX
HapyleHuin. M3yyatoTcs BOMpocbl MOBEAEHWUs KNeTOK KpoBM, nabopaTopHble U
TEXHMYECKME BO3MOXHOCTM AMArHOCTUKM, a Takke BO3MOXHOCTM JledeHust W
NPOOUNaKTUKN AAHHOIO TSHKENOro COCTOSIHUS.

NononHuTtenbHO:

Ha kaxgon nekuuu/cemmHape paccmaTpuBaloTCHA BOMNPOCHI Jle4eHUs JaHHbIX peaknx
COCTOSIHMM, BOMPOCHbI  CNeuudukn nUTaHna Uu  cneuuanbHbIX — ANEeTUYECKUX
MepOnpUATUNA.

Kpome TOro, npeacraBnslOTCA KOHCEpBATUBHbIE W OnepaTuBHble MOAXOoAdbl K
neYvyeHno JaHHbIX (PepMEHTHbIX HapyLLeHU y AeTen N B3POCHbIX.

PaccmaTtpuBaloTcs nepcrnekTvMBbl Ans peweHust npobnembl peakux 0GonesHen
HaKOMMEeHUs1 FrMKOreHa WIN TNMKOreHHbIX GornesHen - co3gaHne obLecTBEeHHbIX
HaLMOHanbHbIX nporpamMm, denepanbHOro PeryrMpoBaHusl, MONUTUKU CO3OaHMS
neKkapcTB B Hallel cTpaHe, HaydHble UCCreaoBaHus 1 T.4.



The program of lectures and seminars of autumn winter
semester 2020-2021 on the topic of
“rare (orphan) glycogen storage diseases”

Lecture 1 - introductory topic: "General issues of the development of rare diseases
of glycogen storage".

Summary: The presented current data on rare glycogen storage diseases. The
issues of genetic disorders in these diseases are discussed, as well as the
corresponding enzymatic disorders. The mechanisms of glycogen breakdown
processes and their disruption are shown. Questions of definition, classifications,
approaches to assessing the frequency and prevalence of these diseases are
considered.

2 Lecture / seminar: "Rare glycogen storage diseases "
Topic: “What is glycogen storage disease in children?”

Summary: Features of glycogen storage disease (GSD) in children, mechanisms of
using and storing glycogen in the body — one form of sugar or glucose are discussed.
The mechanisms of storage of glycogen in the liver, the functioning of certain protein-
enzymes that breakdown glycogen to glucose are shown. Discusses the features of
clinical problems and symptoms in children associated with the liver, muscle tissue
and other organs and systems.

The causes of these disorders in children are discussed in detail, state data
inheritance issues and which children are susceptible to these disorders. A special
place is occupied by the issues of symptomatology of these conditions, diagnostic
capabilities and treatment currently. Special attention is paid to preventive measures
and prognosis.

3 Lecture / seminar: from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type 0 — Lewis’disease

Summary: Detailed analysis of these diseases with diagnosis and differential
diagnosis. The following issues are considered and discussed in detail as examples:
mechanisms of development of liver damage, intestines, blood cells associated with
related disorders. Issues of biochemical and clinical changes are discussed,
associated with more than one culprit enzyme in these patients.



4 lecture / seminar - from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type | — von Gierke’s disease

Summary: The problems of diagnosis and differential diagnosis of these conditions
are discussed. As examples of damage to the liver, intestines, kidneys and blood
cells are considered.

The issues of prevalence, clinical features and new approaches to the diagnosis of
this disease are discussed.

5 lecture / seminar - from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type Il —Forbes-Cori disease

Summary: The problems of diagnosis and differential diagnosis of these conditions
are discussed. As examples of damage to the liver, features of heart damage,
skeletal muscle and blood cells are considered.

A separate place is reserved for epidemiological issues in this condition as well as
clinical manifestations in different populations, diagnostic approaches and prognosis.

6 lecture / seminar - from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type IV — Andersen’s disease

Summary: The mechanisms of inheritance of Andersen’s disease are discussed. At
the same time, special attention is paid to a detailed discussion of the issues of
damage to the nervous system and brain disorders.

An important point in studying this condition are the study of the mechanisms of the
development of hepatic and cardiac disorders. Discusses the symptoms of muscular
system disorders and features of the condition and skin disorders.

Presents data on the prevalence of these conditions, the possibility of their modern
diagnosis and treatment.

7 lecture / seminar - from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type V — McArdle’s disease

Summary: The problems of diagnosis and differential diagnosis of these conditions
are discussed. The features of the causes on the onset and clinical manifestations of
the skeletal muscle damage are studied.

Discussed epidemiological data, symptomatic features, diagnostic criteria of this
disease.

The possible prognosis of this disease is being considered.



8 lecture / seminar - from the cycle "Rare glycogen storage diseases "
A nosologic or classification example is: Type VI — Hers’ disease

Summary: The problems of diagnosis and differential diagnosis of these serious
illness are discussed. The mechanisms of the features of liver and blood cell damage
are discussed in detail as well as related violations.

Presents data on the prevalence of these conditions, the possibility of their diagnosis
and treatment. The specific features of liver damage are studied as well as modern
diagnostic capabilities of this violations.

Studies on the behavior of blood cells, laboratory and technical diagnostic
capabilities, as well as the possibility of treatment and prevention of this serious
condition.

Additionally:

Each lecture/seminar discusses the treatment of these rare conditions, questions of
the specifics of their nutrition and special dietary measures.

In addition, conservative and operative approaches to the treatment of these enzyme
disorders in children and adults are presented.

Considering the prospects for solving the problems of rare glycogen storage diseases
or glycogen diseases it is necessary to keep in mind the following: creation of public
national programs, federal regulation, drug creation policy in our country, scientific
research, etc.



