[ lpeHaTanbHaga u
NOCTHaTallbHas A
ONarHoCTUKa. CKpI/IHI/IHI'
peaknx 3aboneBaHUN.

MeTtoabl paHHEro BblABJ1IEHUA N POJiIb CKPUHNHIOB B
npegorBpalleHnmn TSXKEnNbIX HAcneaCTBEHHbIX

naToNornmn.



Lienn:

 PaccmMmoTpeThb aTanbl NnpeHaTallbHOU 1 NOCTHaTallbHOW ANArHOCTUKW,
* OOCcyanTb 3HAYEHMNE CKPUHWUHIOB;

* I3y4nTb TEXHOMOMNMN N MeTOabI;

* Pa3zobpaTtb KNMHNYECKNE NPUMEDPHI.

o0y BO BonrTMY Munsgpasa Poccum
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MeToabl npeHaTanbHOU ANAarHOCTUKIA

HeunHBa3uBHbIe: Y3U,

y MHBa3MBHbIe: aMHUNOLIEHTES,
BNOXNMUNYECKUIN CKPUHWHT,

brnoncmst BOPCUH XOPUOHA,
KOpOOLEHTES3

HUMT (ananu3 HK nnoga no
KpOBM MaTepu)
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YnbTpa3BykoBoe mnccrnegosaHue (Y3)

YnbTpasBykoBoe uccrnegosaHune (Y3W) asnaetca ogHUM U3 OCHOBHbIX MHCTPYMEHTOB NpeHaTanbHON
ONarHoCcTuKn, obecrnevnsarowmm 6e3o0nacHOCTb U MHPOPMATUBHOCTb OLIEHKM pa3BUTUA nnoaa.

OCHOBH ble OnpepgeneHne cpoka rectauum u npegnosiaraemMon gatbl pogoB.
eJin Y3l/| jel% BbigsBneHne MHoronnogHon 6epeMeHHOCTMU.

Ll P

bepeMeHHOCTH

OueHka aHaTOMUYECKOro CTpOEHUA Ninoda, BbiABI1€HNE BO3MOXXHbIX NMOPOKOB pPa3BUTUA.
O6Hapy>|<eHV|e NPpU3HaKoB OCNOXHEHNN 6epeMeHHOCTI/I, TaKuUX KakK yrposa npepbiBaHUA Ui npexgeBpeMeHHbIX poaoB.

ViccnepoBaHune nnaueHThl, MYyNOBUHbI N OKOJ10MJ1I0AHbIX BOA.

o0y BO BonrTMY Munsgpasa Poccum



OTanbl yNbTPa3BYKOBOro CKPUHHUHTA:

[epBbin TpumecTp (11-13 Heaenb): oueHKa pa3mepoB IMOPMOHaA,
cepauebuneHnsi, CTPYKTypbl rONTOBHONO MO3ra W LLEMW.

BTtopoun tpumectp (18—22 Heaenwn). getanbHOE U3y4YeHne BCcexX

OopraHoB N CUCTEM TJioaa, NCKITIoHEHNE XPOMOCOMHbIX aHoMarnuun.

Tpetun TpumecTp (nocne 30-n Hegenu): KOHTPOSIb pocTa Noaa,
NONoXeHns nepen poaamMmu, COCTOSAHUA NaueHTbl U KPOBOTOKaA.

o0y BO BonrTMY Munsgpasa Poccum



be3onacHOCTb MeToaa:

Y3W abcontoTHO 6Ge3onacHo ans matepu u
pebeHkKa, NMOCKONbKY OHO OCHOBAHO Ha
NCNOMb30BaHUM 3BYKOBbIX BOSTH HU3KOW
MHTEHCUBHOCTU, HE OKa3bIBalOLWLNX BPEOHOIO
BNMUAHUS Ha TKaHM opraHM3ma.

Mcnonb3oBaHne Y3W nossonseT Bpavyam
BOBpPeMSA OOHapPYXNTb BO3MOXHble NPOOieMbl U
NPUHATb HEODXOANMbIE MEePbI AS1A COXPaHEHUS
300p0oBbA MaTepu 1 byayLiero marsbilla.

dre0Y BO BonrfMY MuHsgpasa Poccun



BNOXMMNYECKUN CKPUHUHT

Broxmmmnyecknmm CKpUHUHI NpeacTtaBnseT -
cobon nabopaTtopHoe nccrnegoBaHne }

KpoBU DEPEMEHHON XKEHLLUMHBI,
HarnpaBfeHHOE Ha BbISIBIEHNE MapPKepPOB, ;J‘
CBUOETENBbCTBYIOLLNX O PUCKE s
BPOXXAEHHbIX NaToONorMn y nnoaa.

Llenb nccnepoBaHus:

BbisiBfieHMe noBbILLEHHOrO pucka
pa3BnUTUSA Yy Nfioga Taknx COCTOSAHUN, Kak
cuHgpom LayHa, 3aBapaca, latay,
nedeKkToB HEPBHOM TPYOKN U Opyrnx
eHETUYECKMUX HapYLLUEHUN.

o0y BO BonrTMY Munsgpasa Poccum



Korga npoBoanuTca OMOXMMUYECKNU
CKPUHHWHI?

\

e -11-13 Hegenu bepemMeHHOCTH

TPUMECTP p

~

*16-20 Hepenn bepemMeHHOCTH

BTtopou
TPUMECTP Y




Kakme nokasartenu nccnegyrtca?

CBobogHas B-XI'Y (xopuoHnYecKuin roHagoTPONuH YeroBeka)

PAPP-A (accounnpoBaHHbIM C DEPEMEHHOCTLIO MIa3MeHHbIN 6erok A)

AFP (anbda-deTtonpoTenH)
SCTpmor cBobogHbIN

NHrmounH-A

o0y BO BonrTMY Munsgpasa Poccum
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[Tony4eHHbIN maTtepuan oTnpaBnaeTcsa Ha
LINTOreHeTU4YecKoe nccnegoBaHne KneTok.

IHBa3nBHble MeToObl ANArHOCTUKU Q
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- AMHUOLEHTE3  buoncus xopuoHa \
AMHMOLUEHTE3 — MedUNLMHCKas buoncua xopnoHa — nony4yeHue \
npoueaypa, 3akntodatoulascs B 3abope obpasua BOpCUH XOpuoHa (byayLiero
HebOoNbLIOro KofiM4yecTBa OKOSOMNMOLHbIX nraueHTa), KOTOpPoe TakxXe \
BOZ, MyTEM MpPoKosia OPIOLHON CTEHKU U OCYLLECTBNAETCA Yepes OPIOLLHYIO CTEHKY N
! MaTKW CcrieunaribHOM Urnon noa KOHTPOJSieM NI LLEVKY MaTKN. 5
. Y3 OcobeHHOCTU Npoueaypbl: E
. Kak npoxo.u,flT npou,e.qy!oa. BbinonHseTca paHbLIe aMHUOLIEHTE3aA _
. Iloa mecTHOM aHecTe3nen Npon3BOANTCSA (0bbivHO Mexay 10 u 14 Hegensamn). -
«  [YHKL/S KABOTA. [lo3BonseT BbICTPO NONYyYNTb pe3ynbTaThl
~  3abop okono 20 mn okononnogHbIX BOA bnarogaps OLICTPOMY AENEHUIO KNETOK )
> 3aHMMaET BCEro HECKOJIbKO MUHYT. XOPUOHaA.
~ /
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HewnHBa3nBHbIVM npeHaTanbHbIK TecT (HUTT)

* HenHBasunBHbIN NpeHaTanbHbin TecT (Non-
Invasive Prenatal Testing, HANT) —
COBPEMEHHbLIN BbICOKOMH(OPMATUBHbIN
MeTOo npeHaTtanbHOro CKPUHUHTA,
NO3BOSNAOLLMA BbIABUTL Hanu4ne
XPOMOCOMHbIX aHOManun y nnoga 6es
XUPYpruyeckoro BMeLLlaTesibCTea.

 MeToa ocHOBaH Ha aHanu3e pparMeHToB
[OHK nnoga, uMpKynmpyrowmnx B KpoBu
MaTepu. 3TN pparMeHTbl NOCTYNaoT B
KpOBb OyayLLEN MaMbl HAYMHAst NPUMEPHO
C 7-oM Hegenn bepeMeHHOCTN 1 cogepxaT
NOJTHYO FrEeHETUYECKY MHAOPMAaLUIO O
pebeHke.
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[lpenmyLlecTBa U HegocTaTku MeToaa.
LELRRLLE ARG GRS L B R R SRS O R L R LR G RRE E N W N B W \\

MuWHMManbHbIE OrpaHNYeHus ons
naumneHToK nboro Bo3pacTa 1 rpynnbl
puvcka

AN S SR B S8 S AN SN S S - S

N
MpenmywecTBa:
J
N
Bbicokas TouHocTb (6onee 99% ans
pacnpocTpaHeHHbIX aHeynnonaun);
J
N
OTcyTcTBME pUCKa ANa Mmatepu 1 nnoaa,
TakK Kak Mcrnonb3yeTcs NpocTasi BEHO3Has
KpOBb;
J
N
B03MOXXHOCTb paHHEro obHapyeHus
npobnem (HavnHas c 10-oin Hegenn
©epemMeHHoCTN);
J
N

HepocTaTku:

TecT He anarHocTupyeT Menkune
CTPYKTYPHbIE U3BMEHEHUS reHoMa, Takme
Kak MUKpOoAeneuun nnv gynnukauum;

MonoxuTenbHbIN pe3ynbTaT TpebyeT
AarnbHenLero NoATBEPKAEHNS C
NCNONb30BaAHWEM MHBA3VBHbIX METOANK,;

CToMmocTb aHanuaa 3Ha4YnUTENbHO BblILLE
TPaaANUNOHHbIX CKOUHUHTOB.

o0y BO BonrTMY Munsgpasa Poccum
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[lpeHaTanbHaga gnarHocTuKka peakux

3a00neBaHnNn

 C nomowbo WES/WGS
MOXXHO BbISABUTb MyTaL UM,
Bbi3blBalOLLIME MOHOIEHHbIE
3aboneBaHusi, Hanpumep,
cuHgpom [ioeHHa.

CHANMTOME MNH
HX OTCYTCTRHE

o0y BO BonrTMY Munsgpasa Poccum

X-cyennennoe Jabonesawt
peysccHBHOS Merre Orey-  TOMBKO My MUMHH,
HOCREAOBIHME  sn0008u HOCHTENS  340POB HO KEHWHHBI
moryT Bure
Q : ] HOCHTENAMH
+s@ ¢O <@ O B
2 roga, 5 ner, Bner, 10 ner, 15 ner,
bonex 3popos fonen 30poRO, Bonen
- Moxer Bure
nH

Bupamennue gedopmaymm
H KOHTROKTYPH




DTUYECKME aCneKTbl NpeHaTarnbHOW
ONArHOCTUKN

[NlpaBo Ha 3HaHMe U KOHPUAeHUNarbHOCTb

OpfHa 13 KNIYEeBbIX 3TUYECKMX NPOOIEM 3aKMNoYaeTCcsa B NpaBe CEMbW NOMyYaTb TOYHYHO
MHOPMaLNIO O COCTOSAHMM 340p0Bbs pebeHka. MNMauneHTbl MMelT NpaBo 3HaTb
pe3ynbTaTbl 00cnegoBaHnin, 0OHAKO BaXXHO Y4YNTbIBATb NOCNEACTBUA TaKOW
nHdopmauun. CoobLuasa anarHos, Bpayun ob6a3aHbl cobnogaTte AENUKATHOCTb U
NpodeccnoHanm3m, pasbsCHAS BO3MOXHbIe BapuaHTbl AENCTBUIA N NOCNeaCTBUS
KaXK[0ro peLueHus.

Bonpoc abopTta u AUCKPUMUHaALUN

[MonoXxuTenbHble pe3ynbTaThl NpeHaTanbHbIX TECTOB YacTO CTaBAT poauTenen nepen
BbIGOPOM — npogormkaTte 6epeMeHHOCTb UNN NpepBaTth e€. ATO NOPOXAAET OUCKYCCUIO O
[OMNYyCTUMOCTU abopToB NO MEAULIMHCKMM NoKa3aHUSM U NOTEHLNaNbHOM
ONCKPUMWHALMN ML, C OfPaHNYEHHbIMU BO3MOXHOCTSMM.

MeanumnHckas npakTuka SOSMKHA OCHOBbBIBATLCS Ha NpUMHUMNAX YBaXKeHUS JOCTOUHCTBA
KaxkKOoW KNU3HWU, He3aBUCUMO OT CTerneHu TaXecTn amarHo3sa. Pooutenu OomKHbI UMEeTb
BO3MOXHOCTb MPUHATb CAMOCTOSITENbHOE B3BELLEHHOE peLleHne, UCXOAs U3
COBCTBEHHbIX LLEHHOCTEN U YOEXOEHWNN.

o0y BO BonrTMY Munsgpasa Poccum



DTUYECKME aCneKTbl NpeHaTarnbHOW
ONArHOCTUKN

* PewweHne CNOXHbIX CUTyaLUn

» Ponb Bpaya cOCTOUT HE TOMNbLKO B AMArHOCTUKE U NeYeHnu, HO N B )
KOHCYINbTUPOBaHUM 1 NOAOEPXKKE CEMbM B CNOXHbINA NEpUo NPUHATUS peLUEeHUN.
Bpayiun gormkHbl YBaXKUTENbHO OTHOCUTBLCA K MHEHUIO poauTenen, y4nTbiBas
KYNbTYPHbIE OCODEHHOCTU N PENUIMO3HbIE YBEXXOEHUS.

* Ocoboe 3Ha4YeHne NMeET pa3BUTUE MEXANCLUMITMHAPHBIX KOMaHA
cneymanmncToB, BKIIOYaKLWNX MEOUKOB, FOPUCTOB, NMCUXOSIOrOB N COoLMarbHbIX
PaboTHNKOB, CNOCODHLIX KOMMIEKCHO peLlaTh BO3HUKAOLWKME nNpobnemsi.

« CoumanbHble U 3KOHOMUYeckue akTopbl

* HekoTopble poantenn ctankuearTca ¢ PUHAHCOBLIMU TPYAHOCTAMMU MpU
MPUHATUN peLLEeHWI, KacatoLLNXCa npeHaTansHOn AuarHOCTUKK. [JoCTyrnHOCTb m
CTOMMOCTb HEODXOAMMbIX MccnelgosaHmm co3JaloT HEPaABEHCTBO Cpean CeEMEWN
pPasHOro coumanbHOro crtartyca. bonee gocTynHble ycryrn Mornuy 6ol
cnocobCcTBOBAaThL YNYULLEHUIO KAYeCcTBa 3A4PaBOOXPAHEHNS N CHMKEHUIO Ynucna
HeXXenaTesibHbIX NCX040B 6EpPEMEHHOCTW.

o0y BO BonrTMY Munsgpasa Poccum



[locTHaTanbHbIN HEOHATANbHbLIU CKPUHWUHT

 [locTHaTanbHbI HEOHATAbHbLIV
CKPUHUWHTI npeacTaBnisieT coboun
CUCTEMY MacCCOBbIX 00CcnegoBaHNN
HOBOPOXOEHHbIX, HanpaBfeHHbIX HA
PAHHIOK OANArHOCTUKY pegKnx, HO
CepbE3HbIX 3aboneBaHnn,
NPUBOOSALLNX K MHBaNMamn3aumm u
CMepPTU NMPn OTCYTCTBUU
CBOEBPEMEHHOIO fievyeHuns.

o0y BO BonrTMY Munsgpasa Poccum
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PacLunpeHHbI HeoHaTanbHbIV CKPUHUHT \
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* PaclunpeHHbI HeoHaTanbHbIN e CTaHOAPTHbBIN CKPUHUHT \
CKPUHUHI npeactaBnaeT cobou OXBaTbIBaET JNINLLb HECKOJBbKO .
yryOneHHyo nporpammy Hanbonee pacnpocTpaHEHHbIX U
0bcrnegoBaHM HOBOPOXOEHHbIX, onacHbIX 3abofieBaHUn, TakKNX Kak
HanpaBneHHY Ha BbiBNEHNE TMNOTUPEOD3, ranakTo3eMunio 1 %
.  LLUMPOKOro criektpa doeHunkeToHypuio. B cBolO -
. HacneAacTBEHHbIX U . oyepenb, paclunpeHHas =
. NpuobpeTeHHbIX 3aboneBaHnn, nporpamma BKIMHOYaeT OECATKU U i
. KOTOpble HEBO3MOXHO OBHapPYXUTb Oake COTHM aHanu3oB, =
. CTaHAapTHbIMM MeTod4aMWU. ITOT BbIABNSAOLWMX pas3fnyHble =
. BuUO AMarHoCTUKM obecne4vmBaeT reHeTn4yeckn obyCcrnoBrieHHbIE =
~  OOMNOJIHUTENbHYIO 3aWunTy naTonoruu, HapyLeHmna obmeHa i
> 3[0pOBbA Manbillen 1 NoBbILLAaeT BELLEeCTB U UMMYyHOOENLUTLI. /
~  LlaHCbl Ha ycnelwlHoe ne4vyeHue
> NOTeHumManbHbIX HEOYroB.
~,
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Kakne 3aborneBaHuns BbIABMNAET paCLUMPEHHbIN
CKPUHWUHT?

Cpeau 3aboneBaHuin, noanexailmx BbisiBIEHUIO B paMKax pacLUMPEHHOro CKPMHUHIA, BbIAENAOT crneayroume
KaTeropuu:

HapyLieHnst aMMHOKMUCIIOTHOro odbmeHa (6onesHn obmeHa TMpPO3nHa, roMOLMCTEUHYPUS 1 Ap.)
3aboneBaHna yrneBogHOro obmeHa (rnmMkoreHosbl, rimkoreHosas 6ones3Hb NeyYeHn u ap.)
JinnngHele HapyLweHna (MMNuaemMum, NUNMao3sbl)

NMMMyHOOe(PULNTHBIE COCTOSAHUS

QHOoKpuHonaTUM (rmnonnasus Haano4YeYHNKoB, aapeHanoBasi He4OCTaTOYHOCTb)

HenpogereHepaTtnBHble 3aboneBaHunsa (nemkoguctpodun, cnuHanbHas MbilievyHasa atpodus)

o0y BO BonrTMY Munsgpasa Poccum
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[ eHeTun4yeckoe CEKBEHNPOBaAHNE B NOCTHATAJIbHOU

ONarHOCTUKE

« OcHOBHas Lienb reHeTUYeCKoro
CEeKBEHMPOBAHUSA — TOYHOE YCTaHOBEHME
MPUYMHbI 3a0oneBaHns NyTém )
NOEeHTUDUKALUN KOHKPETHBIX U3MEHEHN B
reHax. 3T0 No3BonseT Ha3HavaTb
LieneHanpasneHHyo Tepanuio, noabupatb
MHONBUAYAaNbHbBIE CXEMbI NEYEHUS U
OLeHMBaTb NPOrHO3bl BbI3JOPOBEHMS.

* OcobeHHO BoCTpeboBaHO CeKBEHMPOBAHNE
npu 3aboneBaHNAX HEACHOM 3TUOSOMN,
OHKOJTOrMYeCcKnx rpoueccax, HapyLUeHUsX
NWMMYHHOW CUCTEMbI U FEHETUYECKOM
NpeapacnonoXXeHHOCTU K PasfinyHbIM
NaTONTIOMUAM.

TR R AN A T A

HHHHHHH

enoBa

o0y BO BonrTMY Munsgpasa Poccum

WGS (Whole Genome Sequencing) — nonHoe npoyteHune
BCeu nocn TernbH

\
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KnnHunyeckun npumep: PeHUNKETOHYpPUS

[ToyeMy BaXkHa paHHAS ANArHOCTMKa?

[OnarHoctuka ®KY Ha paHHMX 3Tanax KpanHe BaXXHa MO HECKOMbKUM
npu4nHaMm:

* be3 CoOOTBETCTBYHLLErO IeYEeHNa AeTU Ha4YNHaKT OTCTaBaTh B
Pa3BUTUN, Y HUX pa3BUBAETCA MHTENNEKTyanbHaa HeAOCTaTOYHOCTb,
Cygoporu u noBegeH4veckme npodbriemsi.

« CBOEBpPEMEHHOEe Ha4varno guetoTepanun npegoTspallaeT
nospexaeHne Mo3sra 1 No3BonsaeT pedbeHKy HopMalribHO pacTu U
pa3BUBaTbLCA.

* OPPEKTUBHOCTb TEPANUU HAMPSAMYIO CBA3aHa C BO3pacTOM Ha4arna
ne4yebHOro nNMTaHuS.
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KnnHunyeckun npumep: CMA

* PaHHAS NOCTaAHOBKa AmMarHo3a no3BosigeT He3amMeanmTenbHO
MPUCTYNAUTb K Crieunanmn3npoBaHHOMY JIEYEHUIO, TAKOMY KakK Npuem
npenapaTta "cnuHpasa" (HyCMHEpPCEH), KOTOPLIN CNocobeH
cTabunnanpoBaTb Te4eHne DONE3HN N YMEHBLLUUTb TAXKECTb
NPOABIIEHUN.

* Kpome TOoro, paHHsAa AnarHOCTMKa CHMXKAET Harpy3ky Ha CEMbHO U
MeOULMHCKUE yYpeXXaeHns, AaBad BO3MOXHOCTb NOAroTOBUTLCSA K
OOJITOCPOYHOMY yxoay 3a D0SIbHbIM PEOEHKOM.
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[lnarHocTuka mykononucaxapugosoB

Mykononucaxapugo3ssl (MINC) — rpynna HacrneacTBeHHbIX NTM30COMHbIX
bones3Hen HakoMnmneHus, Xxapakrepusyrwasacsa gedpmuntom qepmMeHTOB,
y4dacTBYHOLMX B pacluenneHnn rnmkodamuHornnkaros (I'AlN).
[Tporpeccupytowiee HakonneHme ['Al BegeT K MHOXXeCTBEHHbIM
OpraHHbIM U3MEHEHNAM, HapYyLLUEHUIO 3PEHUSA, CnyXa, KOCTHO-
XpAuweBbiM gedopmMaunsam U KOTHUTUBHbLIM npobriemam.

PerynapHaa gnarHoctuka MINC Ha HayanbHbIX 3Tanax KpUTuyHa ans
YCMeLIHOoro nevyeHns u nogaepxaHnsa yHKUNUOHaNbLHOCTU opraHM3ma.
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3Ha4yeHne paHHen AMarHoOCTUKU

* Uem paHbLlEe Ha4aToO JieHeHune, TeM BbllLE LLIaHC n3bexaTb
NWHBAJINOHOCTU N COXPaHNTb 300P0OBbE.

o0y BO BonrTMY Munsgpasa Poccum



OpraHusaumsa ckpuHmHra B Poccum

* Poccunckaa ®epepaums peanmayeT HaLMOHASbHYO nNporpamMmmy
HeoHaTallbHOro CKpMHUHra, npeaycmMaTpusatloLLyo MaccoBble
obcnegoBaHUA HOBOPOXAEHHbIX HA NpeaMeT psaa HacnenCTBEHHbIX
3abonesaHuu. [porpamma BKtOYaET NPOBEPKY Ha crneaytowine naTosiormu:

* [ MnoTnpeos.

* MykoBuncunaos.

e [[anakTo3emMuio.

* QeHUTOHYpPMUIO.

* AOpeHoreHmnTanbHblil CUHOPOM.

[lpoBeaeHme Taknx NPOBEPOK BXOAUT B 06s3aTENbHYO NporpaMmmy
rocyapCTBEHHbIX rapaHTU BecnnaTHOro okasaHns MeauLMHCKON MOMOLLM
HaCeneHuto.

o0y BO BonrTMY Munsgpasa Poccum



Cnacnoo 3a BHUMMaHue!
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