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CeKBEHOMUKA: KaK PacLLM®pOBKa reHoMa cosfaeT pbIHOK Ha 80 M/IpA A0/ Mapt 2023

CeKBEeHOMMKA: KAK pacluMppoBKa reHoMa co3pdeT
PbIHOK HaO 80 MnpA AONA.

MupoBOM pbIHOK NEPCOHaIN3NPOBAHHbIX MEANLMHCKUX YCAYT AOCTUraeT
2,7 TpnH gonn. Jona Poccum Ha HUX cocTaBnsieT okono 1%.

Mo6anbHbIN pbIHOK 060pyaoBaHNA A5 cekBeHpoBaHua JHK MoxeT BbipacTun
kK 2030 rogy ao 80 mnpa gonn.

B Poccum ecTb cepunHoe nponsBoAacTBO o6opyaoBaHus ans npouteHmna JHK
> NepBOro NOKOJIEHUA U MPOMbILLUIEHHOE MPOU3BOACTBO peareHToB. MaccoBoe
NpOn3BOACTBO CEKBEHAaTOPOB BTOPOro NMNOKOJIEHUSA 3an1aHnpoBaHo Ha 2024 roa.

CoxpaHeHune 6104XeTHOro pMHaAHCMPOBaAHUA HEOHATaIbHbIX CKPUHUHIOB

N reHeTUYeCKOM ANarHOCTUKM Byay T CNoco6CTBOBaTb POCTY PblHKA 3TOro BMAA
> ycnyr. lononHuTenbHbIMM GakToOpaMm CTaHYT pacLluMpeHne o6a3aTeslbHOM

reHOMHOW perncTpaumm 1 pasBnuTmMe NporpaMMbl FeHOMHbIX MAacNoOPTOB, KOTOPble

yBesimuaT cnpoc.

CKONbKO CTOMT NPOYUTATb FEHOM?

lMo6anbHbI pbIHOK YCNYT CEKBEHUPOBaHUs (onpeaeneHns NnocneaoBaTelbHOCTHU
HYK/1eOTMAOB, U3 KOTOPbIX CKNaabiBaeTca reHoM) [IHK yenoBeka 1 aHanM3a nonyyYeHHom
nHdopMauunm pacteT Ha 15-18% B roa. Ero pasmep k 2030 roay, No pas/INYHbIM OLIeHKaM,
cocTtasuT oT 30 go 80 Mnpa fonn.

MupoBou pblIHOK 06opyaoBaHUA ans cekBeHuposaHua AHK
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CeKBeHOMMKa: KaK pacLLUMdpoBKa reHoMa co3faeT pbiHOK Ha 80 M/pa A0/ Mapt 2023
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McTouHMK AaHHBIX: HAW TeHoma Yenoseka CLUA

CronmMocTb nonHou pacwmndpposkm [IHK yenoseka, no MHeHuto aHanuTmkoB SkyQuest,
K Hayany cneayroLwlero gecaTnneTna onyctntca Huxe 100 gonn. CLUA, yto nossonut
LLUMPOKO MCNONb30BaTb 3TY Npoueaypy ANA BbIABNIEHUA NOTEHUMaAbHbIX 3a6oneBaHnmn
Yy HOBOPOXXAEHHbIX U OnpeAensiTb MpeApacrno/IOKEHHOCTb K PaKy U APYrMM 601€3HAM.
C Havana Beka TeMnbl yaeLLeBeHNA CEKBEHNPOBAHMSA N YCKOPEHUS paboTbl
060pyAoOBaHMA BbILLE, YEM POCT MPOU3BOANTENIBHOCTU M TEMIMbI NAAEHMUS LEH B CEKTOpE
BbIYNCINTENIBHON TEXHUKU, U OBrOHAIOT 3aKOH Mypa.

TP NOKONEHUA CEKBEHAOTOPOB

Fno6anbHbIN PbIHOK CEKBEHAOTOpPOB MO MNOKONEHUAM

2020r

[l Tpetbe nokonerve [l Bropoe nokonenwue

I Metop CaHrepa

McTouHMK paHHBIX: Precedence Research
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CeKBEHOMUKA: KaK PacLLM®pOBKa reHoMa cosfaeT pbIHOK Ha 80 M/IpA A0/ Mapt 2023

Ha pbiHke 060pyaoBaHMA NpeacTaBAEHbl TPU MOKONEHUA TEXHUKU. [1epBoe

OCHOBaHO Ha MeToJe, KoTopbin B 1977 roay npeanoxun ®peaepuk CaHrep. MaBHbIM
orpaHunvyeHnem cnocoba ABNSETCA TO, YTO C €ro NOMOLLbIO OPOro U CIOXKHO
BOCCTaHaB/IMBaTb NOC/1€A0BaTENIbHOCTN HYKNEOTNAOB NN «OYKB» FrEHETUYECKOro

koga anvHHee 1000 nap ocHoBaHun. C noMoLbio 3TOro Metoaa B 2004 roay

6bl21 BNEepBble N C XOPOLLMM KaYyeCTBOM CEKBEHUPOBaH reHOM YesI0BEKa, HO BroaXeT
npoekTa pacwmndppoku HK yenoseka ns 6 ¢ AMLWIHKUM MUNMAPAOB Nap HYKN1eoTUAOB,
TO eCTb «BYKB» FreHeTUYEeCKOro Koaa, CocTaBun/1 OKoNo 3 MApAa Aonn. Ha npakTuke
CeKBeHaTopbl MepBOro NOKOJEHUA NCNONb3YIOTCA ANA onNpeAeeHNA MyTauni B KaKUX-TO
onpeAeneHHbIX, 3apaHee YCTaHOBJ/IEHHbIX MECTax FEHOMa, BbIABJIEHNA OTHOCUTENIbHO

KOPOTKNX reHOMOB BUPYCOB, N OAN1A Cyﬂ,e6HO-MeAML|VIHCKVIX 3KCNepTns.

Pasmep rno6anbHOro pbiIHKa CEKBEHAOTOPOB BTOPOro NOKONEHUSA
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McTouHmk paHHbIX: The Insight Partners

BTtopoe nokoneHue (next generation sequencing, NGS) npn6opoB AN ceKBEHUPOBaHUS
onupaeTcsa Ha PUKCUPOBaHUE U3MEHEHWNI, KOTOPbIe MPOUCXOAAT, KOrga 4OCTpanBaeTca
uenb 1HK. CekBeHaTOpbl BTOPOro NoKo/eHMA NO3BOAAOT NpoYnTbiBaTh Ao 300 nap
OCHOBaHuM 1 paboTaTb € 601bLUNM KOIMYECTBOM 06pa3oB 3a OANH pas, YTO CHMXKaeT
cebecTonMoCTb nccnenosaHun. Peskoe nageHne CTOMMOCTU FreHETUYECKOro aHanmsa
BO BTOPOW NOJIOBUHE HY/IEBbIX M Havase AecATbIX roaoB 21 Beka 06yCc/n1oBAEHO
pacnpocTpaHeHNEM 3TON TEXHOIOTUN.

TpeTbe NOKO/IEHNE CEKBEHATOPOB ONMMPAETCA HAa U3BMEHEHME CUJIbl AJIEKTPUYECKOTO
TOoKa npu npoxoxaeHun AHK-uenouykn yepes HaHonopbl. Takon noaxoa No3sonseT
YMeHbLWNTb rabapuTbl npnbéopa A0 CYNTAHHbIX CAHTUMETPOB U MPOBOANTb aHaIN3
06pa3LoB B MNOMEBbIX YC/IOBUAX UM Ha Bble3Ae, YTO AOMO/IHUTENIbHO CHUXKaeT
TPYAOEMKOCTb U Ce6eCTOMMOCTb Npoueaypbl.
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CeKBeHOMMKa: KaK pacLLUMdpoBKa reHoMa co3faeT pbiHOK Ha 80 M/pa A0/ Mapt 2023
POCCUNCKUN PbIHOK CEKBEHATOPOB

Ha pbiHKe NpuUCyTCTBYIOT OTEYECTBEHHbIE CEKBEHATOpPbI cepumn «HaHodpop», KoTOpbie
Npon3BoANT KOHCOPUNYM «Poccumckme reHeTuveckne TexHonorumy». B Hero Bxoast
NHCcTUTYT aHanmTmnyeckoro mawmHoctpoeHmsa PAH, koTopbin paspabaTbiBaeT

HoBble Npnbopsbl, 3aBog Pryr 33AH B YepHOronoeke, Ha KOTOPOM UAET CEPUNHOE
Npon3BOACTBO, M Hay4YHO-NpounsBoacTBeHHas koMmnanusa « CUHTOJ1», koTopasa oTBevaeT
3a peareHTbl, MAPKETUHT 1 NPOAAXKM, MyCKOHanaaKy o6opyaoBaHma n obyveHune
nosnb3oBaTesien.

Mo cnosam Hay4yHoro aupekTtopa « CMUHTOJ1» AkoBa Anekceesa, B npnbéope
«HaHodop 05» ncnonbsyetca 6onee 70% oTevyeCTBEHHbIX KOMMNAEKTYIOLMX.

B ocTaBwmeca 30% BXxoAAaT MUKPOMPOLLECCOPbI, PE3NCTOPbI, KOHAEHCATOPbI U Apyrmne
n3aenna MUKpoaNeKTpoHuKn. Cam npn6op OTHOCUTCS K MEPBOMY NOKOIEHUIO
CEKBEHATOPOB, B KOTOPbIX MPUMEHAETCA CEKBEHMpOBaHMe no CaHrepy.

Ce KBeHATOpPbl OTeYeCTBEHHOro NponM3BOACTBAO

CepuiiHoe npon3BOACTBO OnbITHOE MPOU3BOACTEO

leHeTnueckun aHanmsatop «HAHODOP-05» «HaHodop CMC»
«HAHOPOP-06»

HAHO®OP 05

B 2024 roay AO/MKHO HaYaTbCA CEPUNHOE MPON3BOACTBO HOBOWM

BblCOKONpousBoauTesibHon mogenun «HaHodop 06». InaBHoOe NpenmyLLecTBO
OTeYeCTBEHHOro peLueHuns nepes MUMNOpPTHbIMU @HanoraMm — OTKpbITas nnatdopmMa,
KOTOpasa No3BO/IIET MCNOIb30BaTb peareHTbl OT /II06bIX MPOU3BOAUTENEN.

Y KOHKYPEHTOB TEXHMKA OObIYHO paboTaeT TONbKO C peakTUBamMu OT CaMOW KOMMNaHUU
M BbIKJIOYAETCA, €C/IM Ha YNakoBKe ¢ XuMukatamu HeT RFID-MeTkn nponssoanTtens.
Ecnn ncnonbsoBaTb pOCCUNCKUN MPUNOBOP M POCCUNCKMNE peareHTbl, TO CTOMMOCTb
aHanmsa ogHoro o6pasua coctasnseT okono 200 py6nen.
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CeKBeHOMMKa: KaK pacLLUMdpoBKa reHoMa co3faeT pbiHOK Ha 80 M/pa A0/ Mapt 2023

Y KoHcOopuMyMa ecTb NpN6op, OTHOCALLIMNCA KO BTOPOMY MOKOJIEHUIO CEKBEHATOPOB,
A8 MaccoBoOro napansienbHoro cekBeHmpoBaHus « JHK HaHodop CIMCx», koTOpbIN
ewle B 2020 roay npoLues rocyaapCTBeHHble ncnbitTaHusa. OgHaKo ero cepumHoe
Npon3BOACTBO NOKa He Ha4ya/10Cb, TaK KaK MHTEN/IEKTYa ibHble NpaBa Ha yCTPONCTBO,
pa3pabaTbiBaBLUEECA Ha NPaBUTENIbCTBEHHbIN FpaHT, NpuHaanexxat MuHsgpasy PO.

B 2022 roay Ha pOCCUMMNCKOM pbIHKE OCTa/INCb TOJ/IbKO ABE KOMMNAaHUMN, KOTOpble
npousBoAAaT o60opyaoBaHMe n peakTmBbl A4na cekBeHupoBaHua JHK. Kpome
OTEYECTBEHHOI0 KOHCOPLMYMa B CTpaHe NpoAo/IXKNAN paboTy kutanckue MGI Tech
n BGI. TectoBble 3anyckn « JHK HaHodop CIC» npoBoanamn Ha oTedeCTBEHHbIX

N KNTaNCKNX peakTmBax. TOYHOCTb CEKBEHMpPOBaHMA cocTaBuia 82% Ha pOCCUNCKUX
npotus 97% Ha KNTanckmx, coobmn B cepeanHe 2022 roga AkoB Anekcees

Ha KOH$epeHunu B MNyLLKnNHe.

KoHcopuunyM paboTtaeT Hag pa3paboTkom npmbéopa 47151 MOHOMONEKYIAPHOro
CEKBEHNPOBaHMSA, KOTOPbIM OTHOCUTCSH K TpeTbeMy NoKosieHUto ycTtponcTs. OH byaeT
pa6oTaTb He NO NPUHLUMMNY HAHOMNOP, a NoaraTbCA Ha ONTUYECKMN MeToA. Ha rpaHT
MuHo6pHayku cneunanucTbl u3 uatexa, TPOULKKOro MHCTUTYTa CNEKTPOCKONUK,
6nonHdbdopMaTnkm nz Hoeocmbumpcka n nHxeHepbl U3 baymaHCKOro yHmBepcuTeTa
paspabaTtbiBalOT TEXHOOrMO HaHOKonoaua. Ha aHe ero Haxoantca JHK-nonmmepasa,
KOTOpasa AoCTpamBaeT aHa/IM3npyeMyto NoC/1ef0BaTe/IbHOCTb HYK1€0TUAOB C MOMOLLbIO
$dnyopecueHTHbIX rekcadpocdaToB. DTV BeLLeCTBa ONpeaesisitoTCA ONTUYECKUM METOAOM.
B npouecce Mmonekyna KonbLyeTCA U NPOYNTbIBAETCHA HECKOJIbKO pas, YTo NO3BONAET
AO06BUTbCA BbICOKOM TOYHOCTU CEKBEHMpPOBaHMA. OnbITHbIN 06pasel yCcTponcTBa
nJaHMpYIOT co34aTb K KoHUy 2023 roaa.

Ba>XHbI1 KOMNOHEHT ANS YCNELLUHOrO0 CEKBEHUPOBAHNA — NpOrpaMMHoe obecneyeHme.
OHo ncnonb3lyeTtca Ans 06beANHEHUA OTAE/IbHbIX MPOYMTAHHbIX MOC/IeA0BaTEIbHOCTEN
B o6Lyto uenb. Cenyac Ha pOCCUNCKOM PbIHKE UCMOJIb3YIOTCA, MPENMYLLIECTBEHHO,
amepukaHckoe 1O oT lllumina. OgHako, BeayTca paboTbl NO CO34aHMNIO OTEYECTBEHHbIX
nporpamm Ana 3TUX 3agauy C NPUMEHEHNEM TEXHOIOM M MaLLMHHOIO O6y4YeHus.

PasBuTtne NnepCcoHANU3UPOBAHHON MEAULIMHDI

MNosiBneHne n pacnpocTpaHeHne geleBbiX METOA0B ceKBeHMpoBaHua HK

n nposeaeHus MNLP-TecToB OTKPbIZIO BO3MOXHOCTb NEpCOHaNM3aUnUmM MeauLmHbI.
MupoBOM pbIHOK NEPCOHANN3UPOBAHHbBIX MEAULIMHCKUX YCNYT OLeHNBaeTCA

B2 Tp/aH 770 mnpa gonn.
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CeKBEHOMUKA: KaK PacLLM®pOBKa reHoMa cosfaeT pbIHOK Ha 80 M/IpA A0/ Mapt 2023

PaaMep rno6anbHOro pbiIHKA NEPCOHANM3UPOBAHHONU MeAULIUHBI
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NcTounuk paHHbix: Grand View Research

CornacHo onpocy, npoBegeHHOMY KoMnaHuen Elsevier cpeam noutn 3 Tbicsiy AOKTOPOB
U MnagLiero MeaAnUMHCKOro nepcoHana ns 100 ctpaH Mmpa, OKO10 MNOSIOBUHbI
KJMHULUMCTOB NOMaraoT, 4To yepes 10 neT reHOM KaXA4oro nauveHTa 6yaeTt npoymTaH.
OTO OTKPOET HOBblE€ BO3SMOXXHOCTW A1 ANArHOCTUKN U JTIeYEHUA.

DONA KNMHULMUCTOB, COFNACHbBIX C YTBEPXKAEHUEM:
«Yepes 10 neT reHOM KKAOIo NAUUEHTA 6BYAET CEKBEHUPOBAH»
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VcTounuk parHbix: Elsevier, Clinician of the Future Report 2022

B Poccuun AeﬁCTByeT d)enepaanaﬂ HAay4YHO-TEXHMNYECKaA nporpaMma pa3BmtuA
reHeTUYEeCKNUX TEXHOIOT UM, KOTOpaAa npeayCcMaTpuBaeT rpaHTbl U gpyrue Mmepbl
noanep>XXKn and reHetTn4eckmx cnoco6oB ne4vyeHus. B atom roay CtaptoBana
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CeKBEHOMUKA: KaK PacLLM®pOBKa reHoMa cosfaeT pbIHOK Ha 80 M/IpA A0/ Mapt 2023

pacLumpeHHas nporpaMmMa HeoHaTa/IbHOro CKpUHWHIra 36 pe AKX reHeTUYeCKUX
3a6oneBaHUN. Y BCeX HOBOPOXAEHHbIX 6epyT o6pasel, KpOBU U3 NATKU.
AHannsnpys ero, MOXXHO eLle A0 NPOSAB/IEHNA CUMMTOMOB BbIABUTb Takne 601e3Hu
KaK CNMHa/IbHO-MbILLEeYHaa aTpodUsa NN CNOXKHbIE UMMYHOAEPUUMTHDBIE COCTOAHUA
W NpeaynpeanTb UX TAXXeNnoe pa3BuTume.

OCHOBHble ApANBEpPbl PA3BUTUSA PbIHKO CEKBEHUPOBAHUA B Poccum

HeoHaTanbHbIN CKPWHUHI

[eHeTMueckas ANATHOCTUKA Mpn OHKO3aH60NEeBAHUAX

eHoMHaRA perncTpaund OCyxXASHHbIX

HpOFpO MMQ FreHeTUHeCKnX NacnopToB

B o6a3aTenbHOE MEAMUMHCKOE CTPaxoBaHMe U, C/leA0BaTeIbHO, B KaHa bl 6I0AXETHOro
dUHAHCUPOBaAHUS BK/IHOYEHbI METOAbl FeHETUYECKON ANArHOCTUKU. OHM NO3BONSIOT
onpeAennTb KOHKPETHbIe MyTUPOBAaBLUME reHbl MPU PasINYHbIX BUAAX OHKOIOMMK

W nydlle noabmpaTtb NPOrpaMMbl IEYEHUS.

FeHOMHAA perucTpaumnsa oCyY)XAEHHbIX

PacwumpeHne npaBnn npoeeaeHnsa o6a3aTtesibHON rocyaapCTBEHHOM FEHOMHOM
perncTpaummn Takxe 6yaeT cnoco6CcTBOBaTb Pa3BUTUIO PbIHKA CEKBEHNPOBaHUA.

6 deBpana NpesngeHT PO noanmncan 3akoH, KOTOPbIN 06A3bIBaET NPOBOAUTL

3Ty Npoueaypy B OTHOLLEHUM BCEX OCYXXAEHHbIX, OTObIBalOLLMX HaKa3aHue B Buae
nvweHna ceo6oabl, 419 NOAO3PEBAEMbIX M OOGBUHSAEMbIX B COBEPLLUEHUMN YTOSTOBHbIX
NnpecTynaeHUN, a TakxKe A1 NOABEPrHY TbiX aAMUHUCTPATUBHOMY apecTy.

®depepanbHana 6a3a AaHHbIX FeHOMHOM MHPOpMaunn aencteyeT ¢ 2009 roaa,

B HeW Ha 1 AHBapsa 2020 roga Haxoannanck pesynbratbl JJHK-aHann3oB 965 Tbic YenoBek.
Mo cnoeam npeacepatena Komnterta locaymbl no 6€30MacHOCTU M NPOTUBOAENCTBUIO
Koppynuunn Muxanna CtapwmHoOBa, 419 TOro, YTobbl 6a3a Havana apPekTMBHO paboTaTh,
B HEW JOJ/IXKHA HaXo0AUTCA FeHOMHaa MHPopMaums, Kak MUHUMYM, 1% oT obLuero umcna
rpaxaaH. To eCTb, KONMYECTBO 3aNUCEN B HEW AONXKHO YBENNUYMNTbCA. [1pnbamnsmnTenbHo
Ao 1,5 MaH.
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CeKBeHOMMKa: KaK pacLLUMdpoBKa reHoMa co3faeT pbiHOK Ha 80 M/pa A0/ Mapt 2023

MporpaMmMa reHeTUYECKUX NAcnopToB

Yka3s NpesngeHTta PO ot 11 mapTta 2019 npeanonaraeT «OCyLLECTB/IEHNE FEHETUYECKOMN
nacnopTusaumm HaceneHnsa C y4eToM NpaBoOBbIX OCHOB 3aLUNTbl AaHHbIX O NEPCOHaIbHOM
reHoMme 4yesioBeka n $opMrpoBaHMe reHeTU4eCcKoro npoduas HaceneHus». Nporpamma
reHeTUYeCKom NacnopTm3aunm NOTEHUMAIbHO MOXET YBE/IMYMTb CNPOC Ha YCAYrn
CeKBeHMpoBaHnA n obopyaosaHue ana Hero. OaHaKO NoKa He onpeAesieHbl TUMbI
nHbopMaunmn, KoTopble 6yayT cobmupaTbcs (MOTHOreHOMHOE, NOJTHO3K30MHOE, aHaIn3
MapKepoB NpeapacnosiOKEeHHOCTU K 3a601eBaHMsAM), U He NOAroToBIeHa NpaBoBas 6asa.

EcTtb 3akoHOnpoeKT No 744029-7 06 nsmeHeHnmn 3akoHa «O nepcoHasbHbIX AaHHbIX».
OH go/mkeH NPoACHNTb OCOB6EHHOCTN 06PabOTKM BUOMETPUYECKUX MEPCOHAIbHbBIX
AaHHbIX, BKIKOYaA reHeTUYECKYo MHPOPpMaLUIo, HO MOKa CHAT € 06CyXXAeHus.

OHO AO/MKHO BO306HOBUTbLCA BO BTOpOM nonosuHe 2023 roaa.

CAR-T Tepanusn

KneTo4Hasa reHHasa Tepanmsa OHKONOrM4yecKnx 3aboneBaHnim MOXeT CcTaTb

eLle ogHUM AparBepPOM pblHKa cekBeHupoBaHus. Ho passutuo CAR-T MewaeT
HeonpeaeneHHbIN KPUANYECKUN CTAaTyC TaKoro Bnaa neveHus. Nonpaskum

K 3aKoHY «O6 o6palleHnn neKapCTBEHHbIX CPEeACTBY», KOTOPbIE AOIXKHbI 6b121n
3aKpennTb TEPMUHbI «1I€EKApPCTBEHHbIN NpenapaT Ha OCHOBE COMaTUYECKUX
KJIETOK» N «reHOTepaBrneBTUYECKNI IeKapCTBEHHbIV NpenapaT», NOKa He MPUHATHI.
HopMbl, koTOpble no3BonAtoT OTHOCUTb CAR-T K aKCNepUMeHTasIbHOMY JIEYEHUIO,

M N3rotaB/siMBaTb reHOTepaneBTUYECKNE NpenapaTbl NOA HYXXAbl KOHKPETHOro
naumeHTa c NOMOLLbIo 060pyAOBaHNA aKaAeMUYeCKOro MeANLIMHCKOrO yupexaeHus,
rnokKa He NpuHATbl. Kpome Toro, He pewieHa npob6aema ¢ UHaHCUPOBAHMEM TaKNX
BMAoB nomoLn. CTOMMOCTb KOMMEpPYECKNX NpenapaToB OT 3anaAHbiX KOMMaHUM

He yK/J1aAblBaeTCAa B JIMMUTbI MO NPOrpaMMe BbICOKOTEXHOIOMMYHOW Me ANLIMHCKOWN
nomoLyu.
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