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Peakune bonesxu : byayulee
HaYMHaEeTCA CeroaHs

3axaposa EkaTepuHa FOpbeBHa

A.M.H., npeacenatenb SKCNEepPTHOro coBeta Becepoccumckoro obuiectsa opdaHHbIX 3aboneBaHUm

26 ¢peBpana 2021 roga
«OpdaHHbIN popym»



Peakne 6onesHn — npobaema BCero
obLlecTBa

OKono 350 MMNAIMOHOB YenoBeK B mMupe CTpaaatoT

peaKknmm 3aboneBaHnAMM

e J70 3,5 -5,9% HaceneHwus

e 80% penKkux bonesHen - HacNeACTBEHHbIE

* 75%- npoABnAOTCA B A€TCKOM BO3pacTe 350 000 000
e [Moaxoabl K Tepanuun co3ganbl ansa 350 (5% ) NaLVeHToB

peaknx bonesHeun
/7000 pegkux

3abosieBaHUN

Nguengang Wakap, S., et al., Estimating cumulative point prevalence of rare diseases: analysis of the Orphanet database. Eur J Hum Genet, 2020. 28(2): p. 165-173.



HacnencteseHHble bone3HM KacatoTcs Bcex!

KaxKabln YeTBEPTbIN YE/I0BEK B
MUNPE HOCUTENb MO KPanHeEN
Mmepe ogHOU MyTauumm,
NPUBOASALLEN K TAXKENOMY
HacneaCTBEHHOMY
3aboneBaHuto™

(* naHHble No 400 MOHOreHHbIX 6one3Hewn
4yenoBeKa)

Lazarin, G., et al. An empirical estimate of carrier frequencies for 400+ causal Mendelian variants: results from an
ethnically diverse clinical sample of 23,453 individuals. Genet Med 15, 178-186 (2013).



HacnencrBeHHble DONE3HM MOTYT 3aTPOHYTH
HalWWMX AeTen

B cpeaHem KaxKabln YenoBekK
ABNAETCA HocuTenem 3 U3BEeCTHbIX
NAaTOreHHbIX MmyTaumm n ao 11
reHeTUYeCKMX BapnUaHToOB
HEeWU3BECTHOro 3HAYeHUs,
NPpUBOAALLNX K 0OAHOU U3 448
TAXKeNnbIXx bonesHen,
MaHNPECTUPYIOLLNX B AETCKOM
BO3pacTe



HacneanctseHHble 601€3HM MOTYT 3aTPOHYTh HalUM

cemMb¥i
CvHapom Cmuta-leman-Onuua 1/69 1 n3 44 cemenHbIX
nap MMeeT BbICOKUI
HecnHapomanbHaa Tyroyxoctb, GJB2 1/16
Anbda-Tanaccemus 1/12 PUCK POAKAEHNA
BeTta-remornobunHonaTuu 1/31 pe6eHKa C
PeHNNKETOHY Y7 1/40 HacneaCTBEHHbIM
MepuoanyecKas 6one3Hb 1/64 6
3d00J/1eBdHNEM
CMA 1/57
Cungpom Awepa, Tun 2A 1/63
MyKoBMCLMAO03 1/27

Westemeyer, M., Saucier, J., Wallace, J. et al. Clinical experience with carrier screening in a general population: support for a comprehensive pan-ethnic
approach. Genet Med (2020). https://doi.org/10.1038/s41436-020-0807-4



[TauMeHTbl ¢ HacneACTBEHHbIMU BOIE3HAMMU
M neamaTpuyeckas cayxba

e |13 7028 HacneacTBeHHbIX 6os1e3Hen 3aboeBaHNM
1139 aBnAaroTCcA ayTOCOMHO-peueccuBHbIMN. 10
OTAENbHOCTU OHU peaKU, HO CYMMAPHO OHU ABNAKOTCA
npuunHon ~ 20% mnaaeH4YeCcKkom CMepPTHOCTU

 MoHoreHHble 6one3Hu cocTaBaAT npumepHo 40 %
cay4yaeB rocrnmTtaamsaumnm B neanaTpuYeckomn
npaKkTUKe

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3740116/
httos://iournals.plos.ore/plosone/article?id=10.1371/iournal.pone.0155552



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3740116/
https://journals.plos.org/plosone/article?id=10.1371/journal.pone.0155552

[TauMeHTbl C peaKkMMN DONe3HAMKM NPOXOAAT
MHOTFO4YMCEHHbIE NCCeA0BAHUA A0 NOJYYEeHUA
MNATHO33

CpeaHuni NaumeHT C peaKknmu
3abos1eBaHnem:

[lony4yaeT KOHCynbTauuu 5 pasHbIX
Y3KUX cCneunannctos

Mony4yaeT 3 oWMOBOYHbIX ANATHO33

Oxupaet B cpegHem 4 roaa, npexkae
Yyem YCTAHOBAT MPaBUAbHbIN ANATHO3



HacneactseHHble 601€3HM OKa3bIBAOT BAUAHME Ha
bnaronosiyyme cememn 1 Ha PoXKAaeMOCTb B CTPaHE

* BONbLWKMHCTBO peaKknx 6onesHem OKasbiBAlOT 3HAYUTENIbHOE
B/IMAHME He TO/NbKO Ha 340pPOBbe MALUMUEHTOB, HO M Ha
KauyeCTBO }XU3HU UX cemeMn.

e Poantenu 7 cembu nerteu C OrpaHNYEHHbIMMU
BO3MOXXHOCTAMMU MCMNbITbIBAOT 3HAYUTENbHbIN PUHAHCOBDLIN
N MNCUXONOTUYECKMM CTPECC M YacTo m3berarT POXKAEHUSA
apyroro pebeHKa

Goudie et al., 2014, Dudding et al. 2000


https://link.springer.com/article/10.1007/s12687-019-00443-6#ref-CR33
https://link.springer.com/article/10.1007/s12687-019-00443-6#ref-CR27

MOHO 1 YTO-TO caAenaTb, YTODbI 3TO
M3MEHUTH

 COKpaTuTb AnarHoctnveckyto Ogucceto

e COKpaTUTb MNaaeH4YeCKYo CMEPTHOCTb

* HayaTb feyeHmne 6onesHen Ha paHHEN CTaauu

e [1aTb BO3MOKHOCTb CEMbAM POAUTb 340POBOro pebeHkKa

* [10BbICUTb KAa4€CTBO }KU3HWU TbICAY cCEMEN

P




ITO y»Ke OblN10 CAeNaHO — MaCCOBbIN
CKPUHWUHI HOBOPOXXAEHHbIX |

* 1963 roa — Ha4vya/10 MacCcOBOro CKPUHUHTA
Ha PKY B mupe

e 1986 - Hayano0 MaccoBOro CKPUHUHrA Ha
®PKY B Halwen ctpaHe

e 2006 —2020 r cKpUHUHT B P npoBoaunTCA
Ha 5 3aboneBaHUM

e 2020 r — B8 CLLUA CKpPUHUHT NpoBOAMNTCA Ha
50 6onesHewn



HeT COMHEHUM YTO CKPUHUHT HYXeH !



HoBble TEXHO10rMMKM NO3BONAOT CAEaTh
CKPUHUHT elle bonee spPeKTUBHbIM

e TaHgemMHaa macc-cnektpomeTpua (okono 40 HapyweHU obmeHa
aMUHOKNCNOT/OpraHMYeCcKnX KUCNOT N HapPYLLUEHUM OKUCAEHUA
XUPHbIX KNCNOT, 15 nm3ocomHbix bonesHen HakonneHusa, 15
NEPOKCUCOMHbIX bonesHewn)

* MeTtoabl JHK-aHann3a (nmmyHoaePuLMNTLI, CMMHANbHAA MblLLIEeYHasn
atpodusn)

e B nepcneKkTuse - cEKBEHMPOBAHME HOBOIO NOKosieHUA (60NbLLIMHCTBO
HacneaCcTBEHHbIX 3aboneBaHnI)



Halwe byayLiee: MacCoOBbIM CKPUHUHT
HOBOPOXAEHHbIX

Yncno Ttectupyembix 3abonesaHun B
2030 roay pocturno 150:

* HacneacrtBeHHble HapylieHns meTabonnsma
* MiImmyHoaednUMTbI
 CMA

* JInzocomHble 60n1e3HU HaKoNAeHUsn

B 10 pernoHax nposBegeHbl NUAOTHbIe

nporpammol no X-cuenaeHHoM
agpeHonenkoauctTpodun, MuonaTum [oweHa,
METAaXPOMaTUYECKOMN NenKkoancTpodum

3anyweHbl nepeble nporpammbl B 3 permoHax
no npumeHeHunto metoga NGS AgnA CKPUHMHIA Ha
HacneacTBeHHble 3aboneBaHUA



Halwe byayulee: HopmaTUBHaAA 6a33

B 2021 roay co3gaH HOBbIA MOPAAOK OKa3aHMSA MeAULUHCKOM
naymeHTam C BPOXAEHHbIMMU n HacneaCcTBEHHbIMMU
3aboneBaHUAMKU, B TOM YUCNE pernameHTUpyoWwmm paboty u
ocHauweHne MIK Ha coBpemeHHOM MWPOBOM ypOBHe

B 2021 romy co3maH KOMMTET MO MACCOBOMY CKPUHUHTIY
HOBOPOKAEHHbIX M ONpeneneH periaMeHT ero pabortobl

e B 2022 ropay Hayan paboTy pernuctp no HAcneaCcTBEHHbIM
6onesHsmM AN KOTOPbIX  CYLLEeCTBYIOT/co3aatoTcs  MeToapbl
Tepanuu

B 2022 ropy co3gaHa MHOroypoBHeBasd , OCHaWeHHaA
coBpeMeHHbIM 060pyaoBaHMEM MeAUKO-TeHETUYeCKasa cnyxba™

*C 2001 roga MHOroypoBHEBas CUCTEMA MEeAMNKO-TeHETUYECKOMN CY»KObl Bblla MU3MEHEHA Ha CeTb MeaMKO-
reHeTMYECKMX KOHCYIbTaumii U nepedeHb peaepasbHbIX LeHTpoB yTpatua cuay (Mpukas Munsapasa PO ot
20.04.2001 N 125)



Halwe byayllee: MeaAnKo-reHeTu4eckan

cnyxba

Ynucno Megmnko-reHeTUYeCKMiM KoHcyabTaumm B PO ysennumnocs
2019 -81

202067 * ‘M

2025 - 83

Co3faHbl HOBblE MeAMKO-TeHETUYECKMNE LIEHTPbI, OKa3blBaIOLLMX
BCE BUAbl FEHETUYECKOM MOMOLLIU

2019 -6 ‘ A

2020-6

2025 -15

B pernoHanbHbix MK He HabntopaeTca HeJoCTaTKa Bpayeun-
reHeTUKOoB 1 Bpayen nabopaHToB reHeTMKoB **

* -8 2020 roay B 14 pernoHax P® 6binm 3aKkpbiTel MTK

**(no paHHbIM Ha 2020 roa, HeAOCTATOK Bpayen-reHeTUKoB Ha6mo,u,aeTvcn B 50% un3
perl/IOHaJ'IbI)-IbIX MTK, TonbKko Tpetb MK nmeeT B wtate 60nee 4 Bpavyen nabopaTopHbIX-
reHeTUKOB

L




Hawe byayulee: pesyabTaTbl BHEAPEHWA
DaCLUMPEHHOIO MAaCCOBOTO CKPUHUHTA

3a 10 net paboTbl NO Nporpamme pPacIMPEHHOro CKPUHUHra 6bino obcnepoBaHo 6onee 14 800 000 peten

(HachepacTBeHHblie bonesHn obmeHa Bewects , CMA , nepBuyHble uMmyHoaedununtbl, MIMC |, 6onesHb Nomne )
BbISIB/IEHO:

7400 nauuentoB ¢ HBO
e 1500 peteu co CMA
e 300 peteu c NN,
e 400 peTteir c 6one3Hblo NMomne
e 150 peter c MNC I Tnna

o
Bcero : 9750 AETEWM c pasnnmuHbiMK peakMmun HacneacTBeHHbIMM 3a60/1€BaHUAMM, AOMONHUTENIBHO K CKPUHUHTY |,
ctaptoBaswemy B PP B 2006 roay. B YeyeHckon pecnybanke npegoTtepatleHa rmbenb 30 geten oT TMpo3nHemum tmun 1

1500 getam co CMA neyeHue Ha4aToO Ha AOK/IMHUYECKOU CTaanmn
150 paeten ¢ MNC | Tuna nposegeHa TKM
7400 naumeHtam ¢ HBO Ha3HavyeHa auetoTepanum

PacueTbl npuBeaeHbl UCXoAa U3 AaHHbIX PoccTaTta ¢ aKkcTpanonsuuen Ha 10 neT u aaHHbIX No YactoTe 6one3sHen B EC



Hawe byayulee: pesyabTaTbl BHEAPEHWA
DACLUMPEHHOIO0 MacCOBOIroO CKPUHUHTA

* 33 1 rog BHegpeHUA paclUMPEHHOro MaccoBOro CKPUHUHrIA
CHUXXEeHa MJ1aAeHYecKaa CMepTHOCTb Ha 13 % *

e 33 10 neT ckpuHUHra : 9750 coXxpaHEHHbIX AETCKUX }KU3HeHn 9750 AETCKUX
KU3Heun

® O
A
9000 cemeit
O
o

PacueTbl NpuBeaeHbl Ucxoas U3 AaHHbix Pocctata n: B 2019 roay 6bino 3apernctpuposaHo 7328 ﬂ-\
Yyesi0BeK, ymepmnx B Bo3pacTte 40 1 roga \/

 bonee 9000 cemeM NNAHMPYIOT NPOAO/IKATL POXKAEHME
neten, npoxoaat MIK n npeHatanbHyO ANArHOCTUKY

e CHM3MNACb Harpy3Ka Ha Bpavyen CTauMoHapoB, OTAENEHNN
peaHnmauuu

* CHU3N/IOCb YNCNO AeTen- MHBANNAOB C AeTCTBa




N

Halwe byayluiee — naaH NOHATEH

Co3paTb KOMWUTET MO MAaCCOBOMY CKPUHWUHIY HOBOPOXKAEHHbLIX U ONPeaennuTb nepeyeHb
3ab01eBaHNIM ANA KOTOPbIX AONXKEH NPOBOANTCA CKPUHUHT

MpoBecTn peopraHusaunto MIC: NpUHATNE COBPEMEHHOTO NOPAAKA OKa3aHMA MeaNLUHCKOMN
NMOMOLLM CeMbAM C HAC/NeACTBEHHbIMM 6OOne3HAMM, MHOroyposHeBaa cuctema MIC,
CO3aHNE MeAMNKO-TEHETUYECKMX LEHTPOB, OCHALLEHUE UX COBPEMEHHbIM 0b60pyaOBaHMEM,
yBe/IMYEeHMe LITAaTHOro COCTaBa, 0by4yeHne HOBbIM MeToAaM ANATHOCTUKM

Co3pgaHme KP no MaccoBOMy CKPUHWUHIY, KOTOPbIN YXXe MNPOBOAUTCA, BKAKOYaA
NOATBEPHKAAIOLWYO MONEKYNAPHO-TEHETUYECKYIO ANATHOCTUKY

[MpoBegeHME MNUAOTHLIX MNPOrpamm MO PaACWMPEHHOMY CKPUHUHTY, WHPOPMUPOBAHUE
LUMWPOKOW OBLLLECTBEHHOCTN O NPOrPaMmax CKPUHUHIA

Co3paHue KP no 6one3HAM BKAKOYEHHbIX B MPOrPamMmMbl MacCOBOrO CKPUHMHIA

Co3paHne nHbopmaLMOHHOMN NOAAEPHKKU CKPUHUHTA

CtapT 00LLEPOCCUNCKOM NPOrPaMMbl PAaCLULMPEHHOTO MacCOBOro CKPUHMHIA

Co3pgaHue POCCUMUCKUX TECT-CUCTEM A1A MACCOBOrO CKPUHUHTA

Co3paHMe pPOCCMUCKUX NpenapaTtoB WM NPOAYKTOB sie4ebHOro nutaHusa ans bonesHew,
BK/IFOYEHHbIX B NPOrpPamMmmbl CKPUHMHIA



Halwe byayluiee — naaH NOHATEH

9tan 1 : HacneactBeHHble 60ne3Hn obmeHa BeLLecTs,
CMA, Nna

3tan 2: JIn3ocomHble 60n1e3HN HaKoNAEeHUS

dtan 3: HacneactBeHHble 60/1€3HU AN  KOTOPbIX
cywectsyeT 3addeKTUBHaA Tepanus Ha paHHen u/mnu
NOKNNHUYECKOU CTaauu

91an 4: HocntenbCTBO HacneaCcTBEHHbIX 3a60neBaHUM



3TO HalIM AeTU 1 Halle byayuiee
Tak noyemy Mmbl HUYEro He genaem ?



YTOo Tbl cAenan Ana paclmpeHmna MaccoBOro
CKPUHWHIA B CTpaHe?



Cnacmnbo 3a BHMMaHuel
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