HaryoHanpHbINA METUITMHCKAN
UCCIIE/I0BATEIbCKII LIEHTP UMeHU B. A. AiMa3osa

KomuteT no 3gpaBooxpaHenunto MNpasutenscrea CaHkT-MNeTepbypra
OreyY «HMUL nm. B. A. Anmazosa» MuHsgpasa Poccum
CaHkT-lNeTepbyprckuii rocynapCTBEHHBIN YHUBEPCUTET
OrBHY «Meauko-reHeTn4ecknin Hay4Hbl LeHTp» MuHobpHaykun Poccumn
Poccuiickas accoumnaums cneumanucTtoB NepuHaTanbHON MeauumHbl
CIe POOO «Coto3 neguatpos Poccum»
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IV MexxancumnnuHapHasa KoHdepeHumsA
«OP®AHHbLIE 3ABOJIEBAHUA.
OUWATHOCTUKA. NEYMEHUE. PEABUJITUTALUA»

18 OEKABPA 2020 FOAA | CAHKT-NETEPBYPI

CONPEAOCEOATENMN:
Konpagu A. O. (CaHkT-lleTepbypr)

MepByHuHa T. M. (CankT-lNeTepbypr)

3axaposa E. 0. (Mockea)
KyueB C. WU. (Mocksa)

KocTtapeBa A. A. (CaHkT-lNeTepbypr)

HAYYHO-OPIrAHU3ALIMOHHbIA KOMUTET:

BenorypoBa M. B.
(CankT-lMeTepbypr)
BynatoBa E. M.
(CankT-lMeTepbypr)
BacuukuHa E. C.
(CaHkT-lMeTepbypr)
lN'ypkuHa E. 1O.
(CankT-lMeTepbypr)
IOwvHukuHa 0. B.
(CaHkT-lMeTepbypr)

KomnuyeHko 3. B.

(CaHkT-lMeTepbypr)
KocTtapeBa A. A.
(CaHkT-lMeTepbypr)

Koctuk M. M. (CaHkT-lleTepOypr)

JleoHoBa U. A.
(CaHkT-leTepbypr)

MenbHukoBa W. 0.
(CaHkt-lMeTepbypr)

MscHukoBa WU. B. (Mockea)
Hukutuna U. J1.
(CaHkT-leTepbypr)

MetpoBa H. A.
(CaHkT-leTepbypr)
MeuyaTHukoBa H. J1. (Mocksa)
Canory6 I'. H. (Cankt-lNeTepbypr)
CutkuH C. U. (CaHkT-lNeTepbypr)
CmupHoBa H. A.
(CankT-lMeTepbypr)

XBoctukoBa E. A.
(CaHnkT-lMeTepbypr)

Lnbunsosa B. U.
(CaHnkT-lMeTepbypr)



9:00-10:00

10:00-11:30

10:00-10:20

10:20-10:40

10:40-11:00

NMPOIrPAMMA

NNEHAPHOE 3ACEOAHUE.

NMPUBETCTBEHHOE CNOBO.
Konpagu A. O. (CaHkT-leTepbypr)
MepByHuHa T. M. (CankT-leTepbypr)
Kyues C. WU. (Mocksa)

3axaposa E. 0. (Mocksa)
J[narHocTuka HacneacTBeHHbIX bonesHen obmeHa
BELLECTB — OT MPOCTOrO K CIIOXXHOMY.

CEKLMA Ne 1
OP®AHHbIE 3ABOJIEBAHUA B NEOUATPUN

MogepaTtopbi:
KocTtapeBa A. A. (CaHkT-lNeTepbypr)
MonskoB A. B. (Mocksa)

KocTtapeBa A. A. (CaHkT-INeTepbypr)
BBefeHne B reHHyo Tepanuio.

(Mpu noddepxxke komnaHuu «Hosapmuc».
bannbl HMO He Ha4ucnisiromcs)

MonskoB A. B. (Mocksa)

Mpobnembl 1 NepcnekTUBbl paHHEN ANarHOCTUKN
CMNHAarbHOM MbILLEYHOW aTpoduun.

(Mpu noddep:xke komnaHuu «Hosapmuc».

bannei HMO He Ha4ucnsiromcs)

OwnnHukuHa 0. B. (CaHkT-lNeTepbypr)

BonesHb owe y aeten: 0CO6EHHOCTU KITMHUYECKOIO
TeYeHus 1 Tepanuu.

(Mpu noddep:xxke komnaHuu « Takeday.

bannsl HMO He Ha4yucrisitomces)



11:00-11:20

11:20-11:30

11:30-13:00

11:30-12:00

12:00-12:30

12:30-13:00

lN'ypkuHa E. 0. (CaHkT-leTepbypr)

CuHgpom XaHTepa: 0COGEHHOCTU KIMHUYECKMX
NPOSABIEHUI, COBPEMEHHbIE NOAXOAbI K ANArHOCTUKE,
NIEYEHUNI0 N peabunuTaumn.

(MMpu noddep:xxke komnaHuu « Takeday.

BGannbl HMO He Ha4yucrnisiromcesi)

O6cyxaeHune. OTBETbI HA BOMPOCHI.

CEKLUA Ne 2
CMMNO3NYM KOMIMNAHUU «SWIXX BIOPHARMA»
Bannbl HMO He Haducrnistomcs.

Mopepatopbl:
lN'ypkuHa E. 0. (CaHkT-INeTepbypr)

lN'ypkuHa E. 0. (CaHkT-INeTepbypr)
KnuHuyeckue nposiBneHns HacneacTBEHHOIO
3aboneBaHusa rmnodocgatasusi.

Byknemuwes 0. B. (Mockea)

AKTYanbHOCTb paHHEN OMArHOCTUKMU N CBOEBPEMEHHOIO
rfieYyeHns NauneHToB C OEeTCKON (hopMOn
rmnodgocdaTasuu.

AnneBa A. C. (CaHkt-lNeTepbypr)

Oedunumnt nusocomHon kucnowm nunasel (AJIKIT)
Kak Npu4mMHa reHeTn4eckn eTepMUHUPOBAHHOM
ancnunuaemMumm.



XXW3HEHHO
BAXHbIiA
®EPMEHT

I.'IECDI/II.WIT
®EPMEHTA
MOTEHLWAJIbHO
CMEPTEJIEH

MPU TUNO®OCHATA3UUN JEDULINT LLENOYHON ®OCDHATA3bI

MPVBOANT K PA3PYLLEHIIO KOCTHOI TKAHW,
MOBPEXXAEHWIO APYIIAX OPTAHOB U, BO3MOXXHO, K CMEPTIA"-2

V3HaiiTe 60sblue Ha hypophosphatasia.ru

1. Whyte MP. Hypophosphatasia: nature’s window on alkaline phosphatase function in humans. In: Bilezikian JP, Raisz LG, Martin TJ, eds.
Principles of Bone Biology. Vol 1. 3rd ed. San Diego, CA: Academic Press; 2008:1573-1598. 2. Barvencik F, Beil FT, Gebauer M, et al. Skeletal
mineralization defects in adult —aclinical and analysis. Osteoporos Int. 2011;22(10):2667-2675.
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Y10 TaKoe cnuHanbHan leH BbKMBaeMmocTu
Mbiwe4yHana atpocgpua (CMA)?! S\ moTtoHelipoHoB (SMN)

benok SMN

CMA npenicrassiet co6oit
reHeTHyecKoe 3ab0/eBaHIe

BCEro OpraHuU3Ma, Bhi3blBalollee
MBIIIEYHYIO CTAGOCTH MO BCeMy Temy

OHO 4acTO OrpaHNYMBAET
TIPOAODKUTENIbHOCTD JKM3HN
Ma/IeHbKNX HeTeﬁ

Cy1ecTByeT Tpy OCHOBHBIX THIIA
CMA. Bce Tpu TiI1a BbI3BaHbI
TIOBPEK/IEHNEM TeHa
BBDKIBAEMOCTI MOTOHEIIPOHOB
(SMN1). 3T0T ren momoraet

O

KIeTKaM OpraHmsma Bpra6aTbIBaTb
6enmox SMN, KOTOpBIIT HeOOXORIM
JUISL COXPAHEHMU S 3]I0POBBIX
MOTOHEPOHOB

MoToHeipOHBI TIPEeCTABIAIT
co6011 0co6bIe KIETKI, KOTOPbIe
IepeA0T COOOLIEHNS OT

MO3Ta K MBILILIAM, TIOMOTast
KOHTPO/IMPOBATH ABIDKEHNS
BCero Teyia. ITI HepBHbIE KJIETKI
SIBJSIOTCS CAMBIMY [T HHBIMY
KJIETKaMJ B OpraHu3Me YeloBeKa

« OprasusMm 1Meet fiBe O9eHb IOXOXKIE
koruu rera SMN, SMN1 u SMN2?

Tern SMN1 npu IpaBUILHOM
(bYHKIMOHMPOBAHUN CIIOCOOEH
IIPOM3BOJUTD OCTATOYHOE KOMMYECTBO
6emxa SMN, KOTOPBIIT HeOGXOMMM
opranusmy. Y mopieit, sxusymux co CMA,
red SMN1 HeyHKIMOHMPYOLINIL,

VI T€H «Pe3ePBHOTO KOIMPOBAHN»,
MMeHyeMbIit SMN?2, npousBopguT

TOJIBKO O4€eHb HEGO/IbLIOE KOMNYECTBO
byHKuMoHaMbHOTO benKa®

benok BbnKuBaemocTt MmoToHerpoHoB (SIVIN)

Husxnit yposenb 6emka SMN BbI3bIBaeT
CHIDKEHME KOTM4ecTBa MOTOHSﬁPOHOB,
YTO MPUBOJANUT K MBbIIIIeYHON crabocTi?

B pesynbrare MbluredHas cmabocTb
MOYKET CTaTh HACTO/IBKO TSDKEJION,
4TO 3TO OY/IeT BO3AEICTBOBATD Ha
CIIOCOGHOCTD IBUTATHCS, IPUHIMATD
MMILY U C TeYeHVeM BPEeMEeHM JIbIIIATh
CaMOCTOATEIbHO"

« Benox SMN cozepsxurcs
B KJI€TKaX BCEro Teja, a He TONbKO
B MOTOHCIZPOH&X, OT CKEI€THBIX MBbIIIIIL]
10 CEpAeIHO-COCYMCTON CUCTEMBI®

HepaBHue nccneoBanms nokasanm, 4To
OH MTPaeT BXKHYIO PO/Ib B Pa3/IMIHBIX
K/IeTKAX 11 4TO [/ HaJyIeKalieit
JKV3HEJIeATeNIbHOCTY PAsHBIX TUIIOB
KJIETOK MOTYT OTPe60BaThCA

pasHble ypoBHU 6emka SMN®

» Hayunble nccrnejoBanns Ha >KMBOTHBIX
MOJIETIAX OKa3a/Iy, 4TO MOBbIIIEHIEe
ypoBus 6emxa SMN Bo BceM opranusme,
a He TOJIbKO B LIEHTPa/IbHOI HEPBHOI
cucreme (IJHC), MoxkeT crioco6cTBOBaThH
M3MeHeHMIo mporpeccuposanmss CMA®

-_———
— C yenvro c030anus mepanuu yueHvie HolmMaromcs NOHAMb, KAk UMEHHO KTemKu U MKAHUOPeaHu3Ma
— so671exarmcs 6 namonozuteckuti npovecc npu CMA, kakue agpgexmol okasvieaem smo 3abonesanue
¢ meuenuem spemenis’. IIpu pazpabomke namoeeHemuteckoil mepanuu Heo0X00UMO y4umoleamo,
umo CMA - amo 3a6onesanuie, 3ampazusaiouee 6ec OpeaHUsmM.
———
S

CCbINIKM HA UCTOYHUKN:

Ten.: +7 (495) 229-29-99

1. SMA Europe. About SMA. JlocTyIHO Ha cajiTe: Www.sma-europe. kit/handbook_on_ sma_genetics_dec2009.pdf. TTocnepmmit
— eu/ essentials/. [Tocmegumit focym: Mapr 2019 1. poctyn: Mapr 2019 1.
2. Biology Dictionary - Exon. Be6-caiit [loctymHo Ha caiire: https:// 4. Bowerman M et al. Dis Model Mech. 2017; 10(8):943-954
biologydictionary.net/exon/. locnegsmit gocrym: Mapr 2019 5. Chaytow H et al. Cell Mol Life Sci. 2018;75(21):3877-3894
3. Treat NMD - Handbook on SMA genetics. Be6-caiir [JocTymHo 6. Hua Y et al. Nature. 2011;478(7367):123-126
-— itre: http://www.treat-nmd.eu/downloads/fil istries_tool-
na cajire: http:// reat-nmd.eu/downloads/file/registries_tool- o ot 41 Call Mol Life Sci. 2016,73(5):1003-1020
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13:00-14:30

13:00-13:30

13:30-14:00

14:00-14:30

14:30-16:00

Mopepatopbl:

14:30-15:00

15:00-15:30

15:30-16:00

CEKLMA Ne 3
CMMNO3NYM KOMINAHUU «POLL»
Barnnbi HMO He Hauyucrisitomces.

Mogepatopsl: MepByHuHa T. M. (CaHkT-lNeTepbypr)

Kon6uHa H. 0. (CaHkT-lNeTepbypr)
OnbIT NnpuMeHeHns npenapaTta IBpUcau NS NeYeHns
naymeHToB co CMA.

MNMevwaTHukoBa H. J1. (Mocksa)
KnuHuyeckne BO3MOXHOCTU U OXMAAHUS OT fleYeHus
naymeHToB co CMA.

HapbiwkuH H. A. (New Jersey, USA)
MpenmyLiecTBa NnepoparbHOM NaToreHETUYECKON
Tepanun CMA cuctemMHOro A4encTBuS.

CEKLUWA Ne 4
CMMNO3nYM KOMINAHUUN « CAHODU»
Bannbl HMO He Ha4ducrnistomcs.

BacuukuHa E. C. (CaHkt-lNeTepbypr)
KpyuuHa T. K. (CaHkT-lNeTepbypr)

Kpyuuna T. K. (CaHkT-lNeTepbypr)
bonesHb NomMne B NpakTuke Bpada —
AETCKOro kapamoriora.

BacuukuHa E. C. (CaHkT-lNeTepbypr)

MrIIC | Tuna. Becerga nu TpyaHO NocTaBuTb ANAarHo3?
KnuHuyeckur onbIT NeYeHnst U BeAeHNs NauneHToB
¢ MIIC | Tuna.

BepwwuHuHa T. J1. (CankT-lNeTepbypr)
BonesHb ®abpu y geten. KnuHuka, guarHoctuka,
noaxoAbl K Ne4YeHuto.



PACWNOPYWH KOO MNOC |

MYKONONWCAXAPULOS

TYTONOJBMXHOCTb CYCTABOB — TWMWYHOE NMPOABIEHIAE MINC | TUMAT

bE3 bE3
BOCMANEHUA JOOEKTA TEPAMNK

[10MOJTHATENTbHBIE CUMIMTOMbI MATKIX ®OPM MIC I
OrPYBEHHE YEPT JWALA 69-73%

MOPAKEHHAKNATIAHOB 59-68%
ENATOCTUTEHOMEFATIAA 28-67%
PBIXI G 54-60%
KI®OCKO/INO3 al 21-34%

PACWUMOPYN KOO MNOC
Y3HANTE BOJIbLLE HA TYTOnoABXHOCTL NOMONHUTE/bHBIE
DOCSFERA.RU CYCTABOB CMNTOMbl
BOSMO)XHOCTV BECMNTATHOM AMATHOCTIAKYA 10 HOMEPY: 8-800-100-24-94

v

B CNTYYAE MOATBEPXIEHNA INATHO3A MIC 1 TUNA
HANPABBTE NALIMEHTA HA KOHCY IbTALIVKO K TEHETHKY®

MaTepuan AnA CNELUATUCTOR 3APABOOXPaHEHMA. Mepe HasHaueHUeM O3HAKOMBTECh C MONHOI MHCTPYKLVEli N0 NpUMEHeHHI
1. Rolando Cimaz, Giovanni Valentino Coppa, Isabelle Koné-Paut, Bianca Link, Gregory M Pastores, Maria Rua Elorduy, Charles Spencer, Carter Thorne, Nico Wulffraat and
Bernhard Manger; Joint contractures in the absence of inflammation may indicate mucopolysaccharidosis; Pediatric Rheumatology 2009, 7:18. 2. Manger B. Rheumatological
manifestations are key in the early diagnosis of mucopolysaccharidosis type I. European Musculoskeletal Review. 2008. pp. 1-6. - 3. Michael Beck et al. The natural history of
MPS I: global perspectives from the MPS I Registry. Genetics in medicine | Volume 16 | Number 10 | October 2014. 4. Kakkis ED, Muenzer J, Tiller GE, et al. Enzyme replacement
therapy in, ucopolysaccharidosis I. N Engl } Med 2001;344:182-8. 5. Muenzer J, Wraith JE, Clarke LA. Mucopolysaccharidosis I: management and treatment guidelines. Pediatrics
2009;123:19-29. 6. S.Bruni et al. The diagnostic journey of patients with mucopolysaccharidosis I: A real-world survey of patient and physician experiences. Mol Genet Metab
Rep. 2016 Sep; 8: 67-73.

MpeacrasuTenscrso AO «Canodu AsenTuc fpyn» Aapec: 125009, Mockea, yn. Teepckas, A.22. Ten.: (495) 721-1400, daxc: (495) 721-1411 www.sanofi.ru
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16:00-17:40

16:00-16:20

16:20-16:40

16:40-17:00

17:00-17:20

17:20-17:40

CEKUUA Ne 5

OP®AHHbIE 3ABOJIEBAHUSA B NMPAKTUKE,
COBPEMEHHBIE noaxoAbl K JIEYEHUIO
M BEOAEHUIO

Mogpepatopbl:
MepByHuHa T. M. (CankT-lNeTepbypr)
Canory6 I'. H. (Mockea)

Canory6 I'. H. (Cankt-lNeTepbypr)
HepelueHHble BONPOChI AMarHOCTUKA U BEAEHUS
naymMeHToB ¢ bonesHbio MoLwe.

(Mpu noddep:xxke komnaHuu «eHepuymy.

bannbl HMO He Ha4yucrnisiromcesi)

JIn O. A. (CaHkT-lleTepbypr)

Peanusauunsa penpoayKTMBHON OYHKLUUN Y KEHLLMH
C OpraHHbiMu 3aboneBaHuaMu. CTpaTerus ycnexa.
(Mpu noddep:xxke komnaHuu «eHepuymy.

bannbi HMO He Ha4ucnsiromcs)

BacuukuHa E. C. (CaHkt-lNeTepbypr)
CoBpeMeHHbIN B3rMa4 Ha mykononucaxapugos VI tuna.
0O630p KMMHUYECKMX NCCNEOOBaHMN.

BepwuHuHa T. J1. (CankTt-leTepbypr)
Mykononucaxapugos IV tuna. Onbit HMUL, nm.
B. A. AnmasoBa Ha npumepe KINNHUYECKNX CIy4aeB.

KpyuuHa T. K. (CaHkT-leTepbypr)
Mykononucaxapungos Il Tuna. Hoble nepcnekTuBbl
neyeHus.

(Mpu noddepxke komnaHuu «HaHomeKk».

Bannsi HMO He Haducnisromcesi)
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KOHTAKTbI:

YnpaBneHue BHELWHNX CBA3EN U KOHIPeCCHOMN AeATeNbHOCTH
Pdrey «<HMUL nm. B. A. AnmasoBa» MuHsgpaBa Poccuu
Ten.: +7 (812) 702-37-16, 702-37-17
E-mail: conference@almazovcentre.ru

TexHUYeCcKun opraHusaTop MeponpuaTUA
«®oHg AnmasoBa»
Ten.: +7 (812) 702-37-49 (no6. 005359)
E-mail: fond-hmt@yandex.ru



