OHJaH-11IKOJ1a
«HacneacTBeHHbIe MUACTEHUYECKUE CHHAPOMBI M ayTOMMMYHHAs1 MUACTEHH
14-15 mag 2021 r.

OpranuszaTopsl:

Pernonanbhas oOmectBeHHas opranuzamnus «OO0IIEeCTBO CIEIUATNCTOB 10 HEPBHO-MBIIICUYHBIM 00JIC3HIM
deaepaibHOE rocyaapcTBEHHOE 010/ KeTHOe HayuHoe yupexaenue « MI'HL] um. H.IT. BoukoBa»

Jenn 1. HacjiencrBeHHbIE MUACTEHUYECKHE CHHIPOMbI

Bpemsi Tema Joxaaguuk
14.00-14.05 | OTKpBITHE MIKOJIBI, BCTYIIUTEIHLHOE CIIOBO WieH.-KOpp., rupekrop MI'HII nmpodeccop C.U. Kynes
5l

Ceccus 1. O0mue BONpPoOChl KOHTeHUTAJIBbHBIX MUACTEHUYECKUX CHUHAPOMOB

byner paccmoTpeHa cTpyKTypa U (DyHKIHSI HEPBHO-MBIIIEYHOTO CHUHAIICA, XapaKTEPUCTUKUA U (QYHKUUU OEIKOBBIX MPOIYKTOB I'€HOB,
OTBETCTBEHHBIX 32 BO3HMKHOBEHHME HACJEICTBEHHBIX MHUACTEHMI; NpeAcTaBlieHa KiacCHU(PHUKAIUsS, MOIUMOPPU3M KOHIC€HUTAIbHBIX
muacTeHnil. OOCyX/1at0TCsl OCHOBHBIE METO/IbI AJIEKTPOIMArHOCTUKY U AU epeHnanbHON TMarHOCTUKN BPOKICHHOW MuacTeHuu. B
paMKax ceccuu OyJeT MPOBOJUTCSI MHTEPAKTUBHBIM KOHTPOJIbHBIN OMPOC MOJYUYEHHBIX 3HAHUMH.

14.05-14.35 | Knaccudukanys KOHT€HUTaTbHBIX MUACTEHUYECKUX CUHAPOMOB HManamm E.JL.
30°

14.35-14.50 | Cnoxunoctu auddepeHmanbHON TUArHOCTHKH KOHTCHUTAIbHBIX MUACTEHUH ¢ apyrumu HepBHO- | [Ilapkosa 1.B.
15’ MBIIIIEYHBIMU 00JIC3HIMHU

14.50-15.05 | DneKTpOAMArHOCTUKA JUArHOCTUKA KOHT€HUTAIbHON MUACTCHUU: Huxutnna C.C.
15’

15.05-15.10 HNHTEpaKTUBHBINA OITPOC
5 2

15.10-15.15 ITepepniB

5)




Ceccus 2. KIMHMKO-TeHeTHYECKAA XapAKTEPUCTUKA KOHTeHUTAJbHBIX MUACTEHUI
[IpencraBieHbl KIMHUKO-TEHETUYECKHE XAPAKTEPUCTUKU HaWOOJIEE 4YacTO BCTPEYAIOLIMXCS TUIIOB KOHT€HHUTAJIBHBIX MHUACTEHUU B
3aBHCHMOCTH OT YPOBHS HapyIlleHus: (PyHKIIMA HEPBHO-MBIIICUYHOMN NIepeaun Ha mpe-/ MOCTCUHATUYECKOM, CHHAIITUYECKOM YPOBHSIX, a
Tak)Ke PU HAPYUICHUH TIMKO3WIMPOBaHUs TpaHcdepas. [IpencraBneH kMHUYECKUN pa3d0op MalreHTa ¢ KOHreHUTAIbHON MHACTEHUH C
JEMOHCTpalMeN BCeX ITaroB 00CIIeJOBaHNs U OLIEHKH COCTOSIHUA Ha oHe Tepanuu. B paMkax ceccum OyZeT NpoBOIUTCS HHTEPAKTUBHBIN
KOHTPOJIbHBIN ONPOC ITOJTYYEHHBIX 3HAHUM.

Paszpnea 1. IlpecuHanTu4eckue BPOKIeHHbIE MUACTEHHH

15.15-15.30 | BpoxaeHnHast MUACTeHHUs 6-T0 THIIA, 00ycioBieHHoM MyTaiuer B rene CHAT (OMIM: 254210) Mypra3zuna A.O.
15°

15.30-15.45 | BpoxnenHas wmwuacteHus 25 Tuma, oOycioBiieHHas MyTamusmMa B TeHe VAMP1 (SYB1) | lagamu E.JL
15° (OMIM:618323)

15.45-16.05 | I'muxoreno3 Il Tvma: HACTOPOIKEHHOCTH MPH HECTICMHU(PUICCKUX MBIIIEYHBIX JKamo0ax ™ Huxwutun C.C.
20° (* Moxnax npu moyepskke kommanuu [daiizep. bammet HMO He HauuCIsroTCs ) Myprazuna A.O.

Paznea 2. CuHanTnuyecKasi BpO:KIC€HHAS MUACTECHUS

16.05-16.20 | BpoxxaenHnas MmuacteHus 5-ro Tumna, ooyciaoiaeHHol myTanuei B rene COLQ (OMIM: 603034) Myprazuna A.O.

5 Paznen 3. MuacreHusi npu HApPYLIEeHHH TJIMKO3WIMPOBAaHUA TpaHcdepas
16.20-16.35 | BpoxnenHas muactenus 14 tumna oOycnosieHHas mytarueid B rene ALG2(OMIM: 616228) Hanamu E.JI.
16.3;)-516.50 Bpoxnennas muactenus 12 tuma (OMIM:610542), o6ycnoBnennas myTanusimu B rene GFPT1 [Mapkosa U.B.
16.50]:?L6.55 HMHTEepaKTUBHBINA OIPOC
16.55;537.05 ITepepriB

10°

Pa3znea 4. IlocTtcuHanTH4yecKue BPOK/ICHHbIE MUACTEHHH

17.05-17.20 | Bpoxnaennas muactenus 10-ro tuna (OMIM: 254300), o6ycnosnennas myTanusamu B reHe DOK7 | Myptazuna A.®
15°




17.20-17.35 | Bpoxnennas muacterus 3Bruna (OMIM:616322) oO6ycnonennas mytanusimu B reie CHRND [ITapxosa 1. B.
15°

17.35-17.50 | IlyTp mamueHTa ¢ HOATBEPKACHHBIM JUArHO30M BPOKIECHHOW MUACTECHUH Kyxnuna Jlera
15° NB! Cornacue Matepu ¥ MalMEHTKU TOJY4YEHO

17.50-17.55 Jluckyccus, ”HTEpaKTUBHBIN OIIPOC
5,

17.55-18.05 [TepepriB
10°

Ceccua 3. Benenue nanueHTOB ¢ KOHIT€HUTAJbLHOM MHaCTeHHeﬁ, METO/bI TeHeTHYeCKOM TUATHOCTUKHU

OOcCyKXIaroTcsd COBPEMEHHBIE METOJIbI MOJIEKYJISIPHO-T€HETUYECKON JMArHOCTHKU, BKIIIOYAsl CEKBEHHMPOBAHHWE HOBOIO ITOKOJICHHS,
paccMaTpUBAIOTCS CIOXKHOCTH TPAKTOBKU PE3YyJbTATOB T'€HETUUYECKOTO TUIIMPOBAHMS, a TAKXKE MNPOOJIEMbl MEIUKO-T€HETUYECKOIO
KOHCYJIbTUPOBAHHMS OTATOLIEHHBIX ceMe. PaccCMOTpEHBI COBpEMEHHBIE IMTOAXO/IbI K BEICHUIO MAIIUEHTOB C KOHT€HUTAJIbHON MUACTCHUEN.
B pamMkax ceccuu OyJ1eT IPOBOJUTCS. MHTEPAKTUBHBIA KOHTPOJIBHBIN OMPOC MOJTYUYEHHBIX 3HAHHM.

18.05-18.20 | I[Toaxons! K JIEYEHHUIO KOHT'€HUTAJIbHON MUACTEHHH Huxknutnu C.C.
15°

18.20-18.40 | CoBpeMeHHbBIE METOIbI MOJICKYJIIPHO-TEHETUYECKON JUArHOCTUKA KOHTEHUTATbHOW MHUACTCHHUH bopoBukoB A.O.
20°

18.40-19.00 | TpakToBKa  pe3yNbTaTOB  MOJEKYJISIPHO-TEHETHUECKUX  aHamu30B. Menuko-renerndeckoe | Crapoep I1.A.
20° KOHCYJIbTUPOBAHUE OTATOLIEHHBIX CEMEN

19.00-19.10 | ITomBeneHue UTOTOB U 3aKpBITHE 1-TO JHSI KOHPEPEHIIUU
10°

JleHb 2. AYTOUMMYHHasi MUACTEHUS

Ceccus 1. O0mue BOnpocsl NPUOOPETEHHOM MUACTEHHUH.
By,HYT O6Cy>KI[eHBI COBPCMCHHLBIC IIPCACTABJICHHUA O IIATOI'CHEC3C aYTOHMMYHHOﬁ MHUAaCTCHUMH, Knaccn(bmcaum[ U MCTOObI
QJICKTPOAMArHOCTUKKU HAAC)KHOCTHU HepBHO-MBIHIC‘{HOﬁ nepeaadn, IMpeaACTaBJICH aHaJIM3 CcIoco00B HMMYHOJHUAIrHOCTUKN U
BCTPCYACMOCTH OCHOBHBLIX THIIOB AHTHTCII. Hpe,JICTaBJ'IeH B3IJIs1 O(bTaJ'IBMOJ'IOFa Ha OCOOCHHOCTH H CrICIaJIM3NPOBAHHBIC MCTO/bI




JTUArHOCTHKH TIa3HON MUACTEHUH U KpuTepuu AuddhepeHImaibHoN TMarHoCcTUKU. B paMkax ceccnn Oy1eT TpOBOIUTCS MHTEPAKTUBHBIN
KOHTPOJIBHBIN ONPOC MNOJYYCHHBIX 3HAHUM.

10.00-10.20 | [TaTrorene3 u kaaccupuKaIys 1 ayTOMMMYHHOW MHACTCHUH Menbuuk E.A.
20°

10.20-10.40 | DnekTpoauMarHoCTUKa HaJEKHOCTH HEPBHO-MBIIIICYHOM Mepejaun: aaropuTM oocienoBanus pasubix | Hukonaes C.I'.
20° dbopM MHACTEHHH.

10.40-11.00 | Cnernmanu3upoBaHHbIE METOAbI OPTATHMOJIOTUYECKON JUArHOCTUKHY T1a3HoM popmoit muactenun | KoBanesckas U.C.
20°

11.00-11.15 | CpaBHeHnue pa3HbIx MeTO0B UMMYyHOAeTekInH anTuTed K AnXP, MUuSK u xopraktuny y nanmentoB | Jlanuua C.B.
15’ C TJIA3HOM M Te€HEepaJrn30BaHHON MUACTECHHUEH.

11.15-11.30 | BcrpedaemocTh crenmupuvecKux M HECHEIU(PUUECKHX aHTUTEN NpH THUMOM-accoluupoBaHHBIX | bapnakos C.H.
15 (hopMax MUACTEHUU U Y MALMEHTOB C BAPUAHTAMHU MTATOJIOTUH THMYCA.

11.30-11.50 | OkynsapHas MHUACTECHUS: KIMHUYECKUE, WMMMYHOJOTHYeCKUe U 3Jiekrpodusnoiorudeckue | bapaakos C.H.
20° O0COOEHHOCTH

Ceccus 2. Benenue nanmeHTa ¢ ayTOMMMYHHON MHacTeHUeil

ByayT paccMoTpeHbl OCHOBHBIE CITOCOOBI ¥ 3()(PEKTUBHOCTh MEAUKAMEHTO3HOI'O M XUPYPTrUUECKOT0 JICUEHUsI ay TOMMMYHHON MUaCTEHUU
B CBETE JJOKA3aTEIbHON MEAUIIMHBI, @ TAKXKE METOIbI 3PPEPEeHTHON Tepanuu AJisi CHUKEHUSI PUCKOB 00OCTPEHHSI O0JIE3HU U IOCTHKEHUS
JOJITOCPOYHOM pemMuccuu. PaccMOTpeHbl OCOOCHHOCTM TEYEHMSl M BEJEHHUS MHMACTEHUM NpH OEpeMEHHOCTH, MEXIyHapOIHbIE
PEKOMEHIAlMU KyTMPOBAHM MUACTEHUYECKOTO KPU3a, a TAK)KE KypaIlus MaueHToB B yciaoBusax HoBoi nHpekmn COVID19. B pamkax
ceccuu OyJeT IPOBOAUTCSI MHTEPAKTUBHBIN KOHTPOJIBHBIA ONPOC NMOJIYYEHHBIX 3HAHUU.

11.50-12.05 | OG30p MEXAYHAPOIHBIX PEKOMEHAAIMH MO KYTUPOBAHUIO MUACTEHUYECKOTO KpH3a Huxwutnn C.C.
15°
12.05-12.25 | UmMmMyHOCynpeccuBHAas Teparus ayTOMMMYHHON MHUAaCTEHUU [lepbakosa H.H.
20°
12.25-12.45 | Bo3moxkHOCTH MeT0/10B 3D (PepeHTHOM Tepanuu CoxkoioB A.A.
20° bapnakos C.H.
12.45-13.00 | Ontumu3anus MpeaonepauoOHHON MOATOTOBKA M BbIOOpA XUPYPrUYECKOro goctyna y OosbHbIX | Jmutpuuenko U.B.
15° HOBOOOpa30BaHUSIMU BUJIOUKOBOM JKeJI€3bl, ACCOLMMPOBAHHBIMU C MPUOOPETEHHON MUACTEHUEH.




13.00-13.15 | D¢ ¢heKTUBHOCTH TUMAIKTOMUU MPHU PA3HBIX KMMYHOIIATOT€HETUYECKUX (POpMax MUACTEHUU [ep6axosa H.N.
15°
13.15-13.30 | [lonHas KIUHUKO-3TEKTPODU3HOTIO-THUECKAS PEMUCCHSI UITH «CTAOUIBHBINA MAITUCHT) CrpymentoBa E.C.
15°
13.30-13.45 | MuacTtenus u 0epeMEeHHOCTh Xpymiesa H.A.
15°
13.45-14.05 ATTR amunon103: HaCTOPOKEHHOCTh MIPH BBIABICHUH Hecnieunpuueckux Hepopuznonorndeckux | Hukutun C.C.
' 20° ' W3MEHCHHUI*
(* Doxaax mpu moiepskke kommanuu Ildaiizep. bayst HMO He HaYuCIIIOTCS )
14.05-14.10 WNHTepakTUBHBINA OIPOC
5'
14.10-14.20 Oob1ee 00Cy)aeHUE, 3aKPhITHE IKOJIbI




