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«OP®AHHbIE 3ABOJIEBAHUA.
OWATHOCTUKA. NEYEHUE. PEABUJIUTALIUA»
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COMNPEACEOATENMWN:

Konpagu A. O. (CaHkT-leTepbypr)

MepByHuHa T. M. (CankT-lleTepbypr)

3axaposa E. 0. (Mockea)
KyueB C. U. (Mockea)
BonopguH H.H. (MockBa)

BacuukuHa E.C. (CaHkT-lNeTepbypr)

HAYYHO-OPIrAHU3ALIMOHHbIA KOMUTET:

Benoryposa M. B.
(CaHkT-lNeTepbypr)

BynartoBa E. M.
(CaHkT-lNeTepbypr)

Fepmanenko O. 0. (Mocksa)
lNypkuna E. FO. (CankT-lNeTtepbypr)
OvHukuHa 10. B.
(CaHkT-lNeTepbypr)

KomnuyeHko 3. B.
(CaHkT-lNeTepbypr)

KocTtapeBa A. A.
(CaHkT-lNeTepbypr)

Koctuk M. M. (Cankr-lMetepbypr)
INeoHoBa U. A. (CaHkT-lNeTepbypr)
MenbHukoBa WU. 10.
(CaHkT-lNeTepbypr)

Muxannosa C. E. (Mocksa)

MsacHukoBa WU. B. (Mocksa)
Hukutnna U. 1.
(CaHkT-lNeTepbypr)

MaHroTuHa A. B.
(CaHkT-lNeTepbypr)

MetpoBa H. A. (CaHkT-lNeTepbypr)
MevaTtHukoBa H. J1. (Mocksa)
MorocsH H. C. (Mockea)
Canory6 I'. H. (CaHkT-lNeTepbypr)
CutkumH C. U. (CankT-MNeTepbypr)
CmupHoBa H. A.
(CaHkT-lNeTepbypr)

XBocTtukoBa E. A.
(CaHkT-leTepbypr)

Linéusora B. WU.
(CaHkT-lNeTepbypr)

ApmaH M. B. (CaHkT-leTepbypr)



11 HOABPA 2021 TOOA
10:00-11:50 JIEHAPHOE 3ACEOAHUE

10:00-10:10 Konpaawm A. O. (CaHkT-lNeTepbypr)
[MpnBETCTBEHHOE CMOBO.

10:10-10:20 MepByHuHa T. M. (CaHkT-lNeTepbypr)
[MpnBETCTBEHHOE CIOBO.

10:20-10:50 Kyues C. U. (Mocksa)
CKpUHWHI opdaHHbIX 3aboneBaHUN.

10:50-11:20 3axapona E. l0. (Mocksa)
HoBble BO3MOXXHOCTM NabopaTtopHOr ANArHOCTUKM
(npu noddepxxke komnaHuu PTC Therapeutics,
6arnnbl HMO He Ha4ducnsromcs).

11:20-11:50 MwuxaunosBa C. B. (Mocksa)
AADCd: mackun 3aboneBaHus
(npu noodepxxke komnaHuu PTC Therapeutics,
6arnnbl HMO He Ha4ducnsromcs).

11:50-12:00 T1EPEPbLIB

12:00-13:30 CEKLMWA Ne 1.
CUMNO3NYM «MNOOUCTPOPUA OIOLLEHHA,
BbI3BAHHAA HOHCEHC-MYTALUMEN —
HOBASA PEAJNIbHOCTb»
(npu noddepxxke komraHuu PTC Therapeutics,
6arnnbl HMO He Ha4ucnsromcs)

Mpencenatens: HukntuH C. C. (Mockea)

12:00-12:20 MonsikoB A. B. (Mockga)
MeTtogonorunsa n pesynsraTtbl IPOrpaMmMHOro
CENEKTUBHOIO CKpuHMHra Ha M B PO.

12:20-12:50 HukuTuH C. C. (Mockea)
ATanypeH: mexayHapoaHble AaHHble 3PdEKTUBHOCTH
npenapara npu fnevdeHnn mmoguctpodum [doleHHa.



12:50-13:20 KysenkosBa J1. M. (Mocksa)
CoBpeMEHHbIV Noaxo NieYeHnss MMoancTpodun
[OioweHHa. Poccunckni onbIT NpUMEHeHUs atanypeHa.
13:20-13:30 OG6cyxaeHune. OTBETbI HA BOMPOCHI.

13:30-14:00 [1EPEPbIB

14:00-15:30 CEKLUA Ne 2.
CUMIMO3UNYM «PACLUNPAA TOPU3OHTbDI
TEPAMWAU CMA»
(npu nooddep:xke komnaHuu Roche,
6asnnbl HMO He Haducrnisromcs)

Mpencenatens: NMepByHuHa T. M. (CaHkT-IMNeTepObypr)

14:00-14:30 AptembeBa C. b. (Mocksa)
lMepBaga nepoparnkbHas Tepanua onga AgeTen n B3pochbliX:
KIMHUYeCKne nccneoBaHus.
14:30-15:00 ApTtamoHoBa W. H. (CaHkT-lleTepbypr)
KnuHunyeckun onbIT Tepanum CMA y geten: oxmgaHus
N peanbHOCTb. B3rnag n3 doegepanbHOro LeHTpa.
15:00-15:30 KnewnmeHoBa WU. C. (BopoHex)
KnuHuyeckun onbiT Tepanum CMA y aeten: oxmgaHust
N peanbHOCTb. Barnag n3 permoHanbHOro LieHTpa.
15:30-15:45 [1EPEPbIB

15:45-17:15 CEKLUMWA Ne 3.
CUMNO3MNYM NPU NOAAQEPXXKE KOMMNAHUU
«CAHO®DU»
(6anner HMO He Havucnsomcesi)

MopgepaTop:  BacuukuHa E. C. (CaHkT-[leTepbypr)
15:45-16:15 BacuukuHa E. C. (CaHkT-lleTep0bypr)

BonesHb ®abpu. CNoXHOCTM paHHeN UarHoCTUKK
B AETCKOM BO3pacTe.



16:15-16:45

16:45-17:15

10:00-11:30

Koctuk M. M. (Cankt-lMNeTepbypr)
Mykononucaxapngossl. [JuarHoctuka. JledeHue.
BepwwuHuHa T. J1. (CaHkT-lNeTepbypr)

B0o3MOXHOCTW paHHen guarHocTuku 6onesHu MNomne.
Kak He nponycTuTb NauneHTa.

12 HOABPA 2021 TOOA

CEKLUMSA Ne 4.
CUMMNO3NYM NP NOAAEPXKE KOMMAHUU
SWIXX BIOPHARMA (6arnisi HMO He Haducnisiromcs)

MogepaTtopbl: AnmeBa A. C., lN'ypkuHa E. 0. (CankT-leTepbypr)

10:00-10:45

10:45-11:30

11:30-11:45

11:45-13:15

11:45-12:15

12:15-12:45

12:45-13:15

AnneBa A. C. (CaHkt-lNeTepbypr)

Oedunuunt nusocomHon kncrnow nunasel (OJIKIT) —
3aboneBaHue, NpoTeKaroLLee nog «Mackon» CEMENHOMN
rmnepxonecTepuHeMum.

N'ypknHa E. 1O. (CaHkT-IeTepbypr)

OCcoBEHHOCTU KMNHNYECKUX MPOSIBIIEHNN
rmnodgocdatasnn y geTen pasHoro BospacTa.

MNEPEPHIB

CEKLIMA Ne 5.
CUMMNO3NYM NPU NOOAEPXXKE KOMMNAHUA
«TAKEOA» (6annsi HMO He Ha4ucnsitomcs)

BacuukuHa E. C. (CaHkT-lNeTepbypr)

[OunarHocTtuka n nevyenune Mr1C 2 tuna.

Barnsig netckoro kapauonora.

BepwuHuHa T. J1. (CankT-leTepbypr)
OcobeHHOCTN paHHEen aAnarHocTukn 6onesHn ®adpu
y OeTen.

OnHukuHa KO. B. (CaHkTt-leTtepbypr)

bornesHb lowe — TpyaHbIvM AnarHo3 ansa neguarpa.



13:15-13:30

13:30-16:00

Mogepatopbl:

13:30-13:50

13:50-14:10

14:10-14:30

14:30-14:50

14:50-15:10

15:10-15:30

15:30-15:50

MNEPEPLIB

CEKLIUA Ne 6.
CUMNO3NYM
«PEOKUE BONE3HU B NPAKTUKE NMEOUATPA»

MepByHuHa T. M. (CankT-lNeTepbypr)
Bacunukuna E. C. (CaHkT-lNeTepbypr)

MamaeBa E. A. (CaHkT-leTepbypr)

PaHHas gnarHoctnka CMA — 3anor ycneLlHocTu
Tepanuu (npu noddepxxke KomnaHuu «Hoeapmuc
®apma», 6annsl HMO He Haqucrisromcs).

Canero E. KO. (EkaTtepuHGypr)

Peabunurauunsa naumMeHToB CO CNMHANbHOW MbILLIEYHOM
aTpodmen B CBeparioBckon obnactu

(npu noddep:xxke komrnaHuu «Hosapmuc ®apmay,
6arnnbl HMO He Ha4ducnsromcs).

MetpoBa H. A. (CaHkT-lNeTepbypr)

PecnupatopHas Tepanusa npy CMA 1 Ka4ecTBO XU3HK
(npu nooddepxkke KoMrnaHUu «PKoOHCOH & [IXKOHCOH»,
barnnbl HMO He Ha4ducnsromcs).

KpyuuHa T. K. (CaHkT-leTepbypr)

MHC Il Tvna. CoBpeMeHHblE BO3MOXHOCTU fIeYEHNS
(npu noddep:>xke KoMrnaHUu «HaHonek,

6arnnbl HMO He Ha4ducnsromcs).

N'ypkuHa E. KO. (CaHkT-lNeTepbypr)

Cungpom XaHTepa. [lnarHoctrka, NnepcrnekTmBbl
neyeHuns (npu noddepxke KomMnaHuu «HaHomnek»,
6arnnbl HMO He Ha4ucnsiromcs)

BepwuHuHa T. J1. (CaHkT-leTepbypr)
Mykononucaxapugos IV tuna. [JuarHocTtuka,
noaxoAbl K Tepanun. Peabunutaums.

MNnbmaHoBa 3. P. (Mockea)

CucTtembl nogaepXku BpadebHbIX pelueHumn

B MOCTAHOBKE pefkux 6onesHemn

(npu noddep:xxkke kKomrnaHuu «FeHom JkecnepT,
6arnnbl HMO He Ha4ducnsiromcs).
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ANKI: YTPOXAIOLIEE U3HN TEHETUMECKOE 3ABOJIEBAHUE
CNPOrPECCUPYIOLLINM NOPAMEHNEM BHYTPEHHUX OPTAHOB,
BK/TOYAA NEYEHD, CENE3EHKY, KWIWLEYHWK, COCYAbI U AP

NPOrPECCUPYIOLLEE 3ABOJIEBAHUE NEYEHW?
NOAYMAWUTE 0 REOULIMTE JIU30COMHON
KUCTION JINNA3BI (BJIKN).

JNKN TPEBYET NPOBEJAEHNA PAHHEN AMATHOCTUKM
W AKTUBHOTO MOHUTOPUHTA B CBAA3W C BO3MOXHbIM
PA3BUTUEM rYBUTENbHBIX U HENPELCKA3YEMbIX MOCIEACTBUIA™?

Jiuteparypa:
1.Bernstein DL, et al. J Hepatol. 2013;58:1230-43. doi:10.1016/j,jhep.2013.02.014.
2. Reiner Z, et al. Atherosclerosis. 2014;235:21-30. doi:10.1016/j.atherosclerosis.2014.04.003.
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MOXET AU OTO bbITb
AEOPUNLIUT AADC?

Ba>kHO BbIACHUTb MPUUYNHY CHUXKEHMS MbILLEYHOTO
TOHyca y pebeHka

Aednunt Aekapbokcmnaasel apomaTuyeckmx L-ammHokmcaot (aedpuumut AADC) —
TAXeAeMllee ayTOCOMHO-peLleccMBHOe 3aboAeBaHME LLEHTPaAbHOM HEPBHOM CUCTEMBI.

Yauwe scero AADC nposBAseTca CAeAyoWUMU cumnToMamm'=3:

» CHMXXeHUe MbIlLleYHOro TOHyca » 3aaepxKKa pasBUTUSA
> ABuraTeAbHble HapyLleHUA » OKyAOrupHbie Kpusbl

NMOAO3PEBAETE
AEOPULINT AADC?
[No3BoHWUTe Mo HoMepy

ropsyei auHum 8 800 100 17 60
M 3aKakuTe becrinaTHoe
AabopaTopHOe UCCAEAOBaHME.
HayHuTe percTBoBaTh cenyac!

#

Cnucok AuTepatypbi: |. Manegold C, Hoffmann GF, Degen |, et al. Aromatic L-amino acid decarboxylase deficiency: clinical

features, drug therapy and follow-up. ] Inherit Metab Dis. 2009;32(3):371-380. 2. Wassenberg T, Molero-Luis M, Jeltsch K, et al.
Consensus guideline for the diagnosis and treatment of aromatic |-amino acid decarboxylase (AADC) deficiency. Orphanet j Rare
Dis. 2017;12(1 ):12. doi: 10.1186/513023-016-0522-z. 3. Brun L, Ngu LH, Keng WT, et al. Clinical and biochemical features of
aromatic L-amino acid decarboxylase deficiency. Neurology. 2010:75(1 ):64-71.
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