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Bcepoccunmnckoe obuiecTrso peaKkux

3abonesaHnm (BOO3)

= I3BecTHO bHonee 7000
peaknx bonesHewn!

* HeBO3MOXXHO co3aaTtb
HanpasneHne no Kaxgomy
n3 3aboneBaHUN

= [Ina HeKkoTopbiX ©OonesHen
BO3MOXHO 00beauHeHune B
rpynnebl  (HanpasneHusl) B
3aBUCUMOCTU OT oOLWwmx
npoobrem



Выступающий
Заметки для презентации
Листовка длярегиоанльного предствателя


Bcepoccumnckoe obLecTBo peakux

3abonesaHnun (BOO3)

= MeTabonunyeckoe

= HacnencTtBeHHble BOME3HM C NOpaXeHNEM CKereTa
= Jlenkoguctpoduu

= MwutoxoHapuanbHble 60Ne3H

= PeaKne nNmM3ocoMHbIe DOnesHu

= AyToBocnanuTtenbHble CUHAPOMDbI

= MykoBucumngos

= [mnogocoarasugd

= JlerodyHasa apTepuanbHas runepTeHs3uns

= [lpyrue (koem npennoxeHumn!)



Выступающий
Заметки для презентации
Листовка длярегиоанльного предствателя


[lpeactaButenn HanpasaeHma s BOO3

KTo OHU 1 4YTO AenatoT?

* [laumneHT ¢ peakmm 3aboneBaHUeEM
= PoacTBEHHUK NMauneHTa

= [lomoraetr BCEM nauwneHTam c onpeaeneHHbIMA
3aboneBaHUAMU B CTpaHe

= B3ammopgewncteyerT c lNpasneHnem BOO3

= B3anmopgencreyer C perMoHanbHbIMU

npeactasutensamm BOO3 u ¢ npeacraButensmu

OPYrmx HanpasieHNU

Ero paborta gobpoBonbHas 1 BOSIOHTEpPCKas



[lpeactaButenn HanpasaeHma s BOO3

KTo OHU 1 4YTO AenatoT?

= OH «3KcnepT» B CBOEM HarpaBfieHUn

= 3HaeT Bpaden U KnNuMHMKM B Poccunm u 3a
pybexom

= Cneaut 3a  HOBOCTAMW B JIEYEHUU U
OuarHocTuKe rpynrbl 3aborieBaHnm

= KOHCYynbTUpYEeT MO  OCHOBHbIM  MPAaBOBbLIM
BOMpocam

= Begetr cTpaHuM4uky B coOLCETAX W OTBeYaeT 3a
cTpaHuyy Ha canmte BOO3 no pgaHHomy
HanpaBieHUIo

= VlHmunmnpyet npoBeaeHne LWKOM U KoHdepeHUnmn



[lpeactaButenb HanpasaeHmna BOO3

C yero HayaTb paboTy?

Ob6beaANHUTb NaUUEHTOB U YI€HOB UX CeEMe

Hantn «peakmx» Bpavyen n KANHUKKU B CTPAHE
Nno AaHHOMY NPOPUNIO

CpopmynnpoBaTb OCHOBHble npobnembl AnNA
«peaKux» NnauneHToB CAAHHOM NaTo/I0TNen

Paspabotatb nnaH nNoO  pPELEeHUtd  3TUX
npobnem



ba3oBble NpoeKTbl — Npumepbl

= [IpocBeTUTENBbCKUI NPOEKT : METOAMYKM OnS NauneHToB
(0 bonesHn 1 o npaBax), CTpaHuua canta

= BepgeHue peectpa naumeHToB 1 «NpobreMHoro nucTa»

= /IHMUmayma co3gaHusa KIMHUYECKUX pekomMeHaauum wu
CTaHOapTOB NleYeHus

= Bctpeun C  nauuMeHtTamMm M YneHamm UX  CEMEN,
npoBeAeHne aHKeETUPOBAHUSA

= [lyonukaumm B CMW o npobnemax naumeHToB C
onpeaeneHHbIM 3aboneBaHnemM

= COop cpeactB Ansa agpecHom nomoLlm

= [lpoBegeHns «OHA HACTOPOXEHHOCTU» MO peakomy
3aborneBaHuto/rpynne donesHen



HAITPABJIEHUE: ITIOMOIIb CEMbiM B
C METAXPOMATHUYECKOMU JEKOAUCTPODPHUEN

AHWNCa

H




MeTtaxpomaTnueckas genkogucrpopusa (MJL) -

HACJIeJICTBEHHOE 3200J/1eBaHHE,
XapPaKTEPUIYIOLIEECS HapyIIeHHeM
METAa00JIM3MAa MUEJIMHA - BEIIIECTBA,

KOTOpPOE oOpasyer 000JI0YKYy
HEPBHBIX OTPOCTKOB I/I
o0€CIICUMBaACT IIepeiadyy CUTHAJIOB B
HEPBHOM CUCTEME. Ilepenaua
HEPBHBIX CUT'HAJIOB PE3KO

3AMCJIACTCA, BO3HHUKAIOT

THIEIY Y E VY '€ A" 'ANATEY TEY Y AN AP

MJI/I umeeT
YacToTy 1 HA 50-70
ThICHY YeJI0BEK
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Y10 NOHMKAET IAHC HA CIIAaCEeHHE HAIIIUX JeTEeMu:
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Ilo3nnee
BBISICHEHUE

IMarHosa

OtcyTcTBHE

ICUXOJIOTNTYECKOU
MOAACPKKH POAUTENEH

Bpemennoi pa3pbiB MEXITY
HAy4YHBIMHU UCCJIEA0OBAHUSIMH H
JOCTYITHOCTBIO HOBBIX METOJIUK

o,

OtcyrcTBHE
KOMILIEKCHOT'O MOAX0/a K
Teparuu U peaduInTaIum

?

o

OtcyTcTBHE
uH(opMaluu 0 Tepanuu
Ha PYCCKOM SI3BIKE

.

[ —~—_
o=
e
JloporoBusna
JICYCHUS




MbI BUAMM CBOIO IIOMOIIb B CJIETYIOIIEM:

Benenue peectpa 00JbHBIX
MIIA

[Tarponax maruentos ¢ MJIJI u3
PErHOHOB IIEHTPOM Op(aHHBIX
3a00seBaHM

Haznauenue BBICOKO,Z[O?»HOﬁ
HMMYHOTCpAaIlnu

Opranuzanus IporpaMm 1o
panHen nquarHoctuke MJIJI

Nudopmarus o HOBEHIIUX MeTOaX
JICYCHUS (TCHHAS Teparws), 0OMeH
OTIBITOM C 3apyO€KHBIMU BpayamMu



MbI BUIMM CBOIO IIOMOIIb B CJIETYIOIIEM:

Pa3paboTka OpolItopsl 10 yX0oay 3a D Co3znanne marueHTCKoro coo0IecTna
6onbabIMU MILJ] 15t cemeit u 10 AHAJIOTUU C mldfoundation.org,
METOANYECKUX PEKOMEHIAINAN 1Tt WH(GOPMAIIMOHHOTO CaiiTa U JIETHETO
CIIEIUATTMCTOB : BbIE3IHOTO Jareps st cemeit ¢ MJIJ]

Nuaunnpanms HaydHbIX UCCIEA0BAHUN B
Poccun




> -
Hamm nepBbie maru

Paamup
laanyiuH

POXOJIUT 0OCIIeIOBAHUE HA
TCHHYIO TCPAIIUIO Homology
Medicines B KJTMHHKE CaH-Padasinb
(Munan)




i

Hamm nepBbie maru

27 MAPTa 2020 KPYIJIBIA CTOJI HA TEMY:
«TKM npu JIU30COMHBIX
3a00J1eBaHUAX> ¢ YuacTueM Upunbl
3aliIMaH 3aBEAYIOLIEH TETCKAM
OTZICJIEHUEM TPAHCIUIAHTALAN
KOCTHOT'O MO3Tra KJIMHUKHU

Xanacca (Mepycamnum)



L/

Haumim nepBbie maru

NudopmanuoHHass KAMIIAHUA

B IIOJJECPKKY PETUCTPA JIOHOPOB
KOCTHOT'O MO3Tra UME€HHM Bacu
[TepeBonukoBa




L/

Haumim nepBbie maru

CTpouTebCcTBO UHKJII03UBHOM
TUIOLIAIKH

TS MalieHTOB Knnanku Xamacca
(Uepycainum) COBMECTHO C M3PAWIBCKUM
OaroTBOPUTENbHBIM  (DOHAOM «MD TERRA
CrpaHa 4yIECHBIX CHOB».

[Tpurmamaem K YUYaCTUIO
OJ1arOTBOPUTEIIbHBIE OpraHu3aIuy,
MOJIOTICYHBIE KOTOPBIX MPOXOJAT JICYEHUE B
KJIMHUKE.




Haumim nepBbie maru




ITanueHTCKHE COO0IIECTBA — IBUraTE/Ib HAYKH

[Io pmanHBIM HH(POPMAIIMOHHOTO IIEHTpA II0 TCHETHYSECKMM M PEAKUM
3a00JICBAHUSIM (GARD) M Global Genes®, BEIYIIEH OpraHM3aldi MO 3aIlUTe
MaIMeHTOB C PEIKUMHU 3a00J€BaHUSIMHU B MUpPE, 00JIEE 300 MJIH YEJIOBEK B MHUpPE
CTpaJaloT OT F'E€HETHUYECKUX 3a00JIeBaHMM, K COXKAJCHHIO, ITOJOBUHA M3 HUX —
JICTH.

[To manHbIM HanmmoHanbHOIO IEHTPA PA3BUTHUSA TPAHCISALMOHHBIX HAYK (NCATS),
Ha JUCHYHKUMOHAJIBHBIC TE€HBI IPUXOIMUTCS 80% OT OOIIEro 4Yucia 7 136
3a00JICBAaHUM U TOJBKO 500 U3 HUX IMOAAAIOTCS JICUEHUIO C IIOMOIIBIO TPUMEPHO
10 THIC. JIEKAPCTB, JOCTYIHBIX HA CETOAHSAIIHUHN JICHb.

Mbpbl VIaBHBIC MHTEPECAHTHI Pa3spadOTKH HOBBIX JIEKAPCTB U BapUAHTOB

|
JICUCHUSA! https://www.ncbi.nlm.nih.gov




Cnacubo 3a BHUMaHue!
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