HA3BAHMUME ITPOEKTA: MoJiekyisipHO-reHeTAYECKAasl JHATHOCTHKA EPBHYHBIX
pmmyHoaepunutos ([11/1)

JUIMTEJABLHOCTB MPOEKTA: JIATA HAUAJIA: JIATA 3ABEPIUEHHS:
5 ner HIOJIL 2019 uroib 2024

1. AHHOTAIIWA ITPOEKTA
ITepsuunnie ummyHopeduuuter ([IA]JT) — xusaeyrpoxkaomue 3ad00/1eBanys, BhI3BAHHBIE
reHEeTHYECKUMHE e(peKTaMH 3BEHBEB MMMYHHTETA, KOTOPBIC B OCHOBHOM NPOSBIIAIOTCS Y J€TEH
camoro pannero Bozpacra. [TA/] iexar B OCHOBE MHOTHX CITy4aeB 4acThIX HH(EKIMH, I1II0X0
OTBEYAIOIMX Ha JIEYEHHE OIYXOJIeH B ayTOUMMYHHBIX 3a0oneBanuii. 1Ipu cBoeBpeMeHHOM
ITOCTAHOBKE JIHATHO3A W3JIeUeHHe (C MOMOIIBIO TPAHCIUTAHTAIMH cTBONIOBBIX KneTok- TI'CK) niun
JIOCTH)KEHHE HOPMAILHOTO KaYecTBa XU3HHA (TIPH JICUCHUH HpenapaTaMid HMMYHOTTI00Y THHOB)
BO3MOXKHO ¥ 90% nanuentoB. Onnako B PO orMedaeTces Kak BeIpakeHHas runouarnoctuka [1H/]
(BeIsBIIIEMOCTE B 10 pa3 Hike, yem B EBpornie), Tak H 3HAYUTEIILHOE 3alla3/bIBAHUE JIHArHO3a,
KOTOPOE B CPEJIHEM COCTaBIISIET 4,5 T0/a, 8 B HEKOTOPBIX Cirydasx pocturaet 15 net. Ilpu sToM
3auKCHpoOBaRHAas cMepTHOCTH cpeu narpentos [IM]] B cpennem 16%, omHako npu HEKOTOPBIX
rpynmax [T1]] mocturaer 65%. ITo nanaem Poccuiickoro peructpa IIM/I, 30% sTux cmepreit
MIPUXOJIATCS HA MePBBIA rof xu3Hu, 1 50% — Ha nepsbie 4 roga. MeTo sl MOJIEKY JISIPHO-
reneruueckoii auarnoctuku (MI'/I) B coyeTaHuH ¢ MOATBEPXIAIOMHAMHE (yHKIHOHAILHEIMA
METO/IAMH MCCIIeIOBAHUS — 3TO TOYHEIC B OBICTpEIE CIOCO0BI ocTaHOBKHM juardosa [11]]. Jlannasie
MeTo 16l guarHocTuku [TH/]] sBisroTes BEICOKOTEXHOMOTHYHBIMA M HE JIOCTYITHBI B MEUIIMHCKHAX
yupexaeHusx 0onpmuHcTBa cyObhekToB Poccui. Bo3MOKHOCTS HX IPUMEHEHHS Y BCEX ITAIMEHTOB
P® ¢ momospenuem Ha ITA]] m0o3B0IHMT YMEHBITUTL CMEPTHOCTE AeTei ¢ [T/ u ynyummTs nomois
9THM OOJIHEIM B I1EJIOM. Y YHTHIBAs PEUMYIIECTBEHHY IO CMEPTHOCTE nanuenTos ¢ [1M/] B mepsrie
r'OJIbI MKH3HH, 8 TAKKE OTCYTCTBHE JOCTATOYHOM 1ab0paTOPHOM OCHAIEHHOCTH B pernonax Poccuw,
panmsis quarnoctuka [TA]] B nenrpansnoii nabopatopun HMULL II'OU um. Imurpus Poravesa ¢
PHMEHEHHEM CaMBIX COBPEMEHHBIX METO/I0B MOJICKYJISIPHOM I€HETHKH U IPOTOYHOM [IATOMETPUH
MO3BOJIMT YMEHBIIUTE BpeMsl 0Tcpouku auarnosa I14]], yckopuTh DpUMEHEHHE AaTOr€HETHYECKOH

Tepanyy 1 yJIyqdOInTh BEDKABAEMOCTh M Ka4ecTBO Kku3Hu ferei ¢ [TU/]1.
2. IIEJIb u 3BAJAYH IIPOEKTA

2.1. Tenn

VIIydIinmaTh paHHIO JUATHOCTHKY U, KaK CIIEJICTBUE, BEDKMBAEMOCTD M KAYECTBO JKHU3HU
narenTos ¢ [TU]] B P@ 3a cuer obecneveHus TOYHOM U CBOEBPEMEHHOM THATHOCTHKH C
[IPUMEHEHHEM COBPEMEHHBIX MOJIEKYJIIPHO-TEHETHYECKHX METOI0B.

2.2. 3ayia4m poeKTa

1. ¥Yeenuuuts gactoty BeIsBisemocta [[M/] B PD

2. Coxkpatuts Bpems 1o noctanosku jauarsosa 11M]1 u Bepudukauu ero Buaa

3. Crusuth cMepTHOCTE v neteit ¢ [IM/] nepeix 5 ner xu3Hu (3a cuer Dosiee paHnei
jquarnoctaku [TA]JT)

4. Omnwucars HOBEIE reHeTuueckue gedextsl, npusoasuiue k [T/ B Poccuiickoil nomysiuu

3. 3HAUMMOCTS I[MTPOEKTA JUJIA MEJIMLIMHBI ¥ OBIIECTBA

[eneTnueckd 0OYyCIIOBIEHHBIE Me()eKTHl UMMYHHOH CHCTEMBI HEPEAKO SABJAIOTCA MPHYHHON
Pa3BUTHS TKEBIX ayTOMMMYHHBIX, I'€MAaTOJOTHIECKHX 3a00NeBaHMi, a TAKKe OHKOJOTHYECKHX
3a00JI€BaHUH ¢ HECTAHIAPTHBIM TEYECHHEM, IUIOXO0 MOAIONNXCA Tepanui. ToIbKo 3HAsI HCTHHHbIN
regeTuueckuii  jiepeKT BO3MOXKHO HpPABHIBHOE  IATOIEHETHYECKOE JICUCHHE  BOZHHKIIMX




OCIIOKHEHMI1, a Takie aJeKBaTHOE ceMeilHoe KOHCylbTHpoBaHHe. [lommManue 310H NpoOseMbl
BO3HMKJIO JIMIOL B TOCJEJHHE TOJALL, KOT/a ¢ IOMOIIBIO METOIOB CEKBEHHPOBAHHUS HOBOTO
moxonenust (Next Generation Sequencing, NGS) cranu oGHapyXHMBaThCs T€HETHYECKHE JIE€(PEKTHI
AMMYHMTETa OpH 3a00JIEBAHUSX, PAHEEe OTHOCHBIIHMXCS K Pa3/iellaM TeMaTOIOTHE H/HJIH OHKOJIOTHH.
Takum 006pa3om, TpeIaraeMblii MPOEKT IIO3BOIHT YIYYIIUTh IOMOIIb OOJNBIIOMY CIEKTPY
[AI[ACHTOB C T'eMAaTOJOTHYECKUMH, OHKOJOTHYSCKAMH, MMMYHHBIMH 3a00/ICBaHMAMM, a TaKkKe
yAydllMTh WAl 3HAHWS O [ATOreHe3e OJTHX COCTOSHHMHM, BO3MOXXHOCTH — [PUMCHCHHS
UMMYHOMOIYJTHPYIOIIeH B KIETOYHOH Tepariy JUIs T€YCHHS ITUX OOJILHBIX.

3.1. OxupgaemMbie pe3yabTATHI

JlanHbI TPOEKT MO3BOJMT YIIYUIIATH Kak HoMoms namuentam ¢ 1IMJI, Tak B MOMOXKHTEIBHO
MOBIIUATE Ha MOKa3aTely 3a00JIeBaeMOCTH H MITQJICHYECKOH U 1eTCKOH cMepTHOCTH B PO B 1emom.
Kpome TOro, mpoekt MOJDKEH 3aJ0)KHTh OCHOBY JUIS BHEJPEHHs TE€HHOHW TEpamuud Kak Meroja
nevenus: HekoTopsix Buos [THU]I.

B Mupe 10CTYNHBI TEXHOJIOTHH KOPPEKIIHHA TeHETHIECKHX Ae(eKTOB, B TOM YHCIIE U IPHBOISIIKX K
[TA]1. OnHako BHEApPEHWE TEHHOH Tepamuu B POCCHHM HENOCPEICTBEHHO 3aBUCHT OT BO3MOXKHOCTH
BBIABJIEHMS T'€HETHYeCKOTo JedeKkTa, a Takke paHHed nocranoku juarsosa IIWJ], xorma
IpoBe/ieHHe JH000r0 BHJ@ KIETOYHON Tepanuy BO3MOMKHO TOJIBKO HMPH CTAOMIBHOM COCTOSHHH
HALUEHTOB, [0 PAa3BUTHs Y HUX TSOKEJIBIX OPraHHBIX OPasKEHMIA.

4. METO/IbI UCCJIEJTOBAHHI B ITIPOEKTE
4.1. Onucanue METOIOB, HCTIOIB3YEMBIX B IIPOEKTE
* Tlowck myranmit Oymer ocymiectBisitbes MetogoM NGS ma npubopax MiSeq, NextSeq ¢
MCITOJIb30BAHHHEM KAaCTOMHOM IaHEIH T'eHOB, CBsI3aHHBIX ¢ pasButuem IIWJ[ u jgpyrumu
3ab0IeBaHUSAMH M3 IPYIIIbL U PepeHnuaibHoro quarnosa (bosnee 400 renos).
* 1lpu He0OXOIUMOCTH BBISIBIIEHHBIE BADHAHTHI Oy Iy T HCCIE0BAThCA Y POJUTENEH alueHTa
JUISI BBISIBJIEHHS HX IIHC\TPAHC OJIOMKEHHUS METOAOM MPSIMOT0o OUIHPEKIMOHHOTO CEKBEHUPOBAHMS

o Canrep.

* Tlpu oOHapyXeHHH paHee He OITUCAHHOI'0 BAPHAHTA €10 NATOreHHOCTh Oy/IET OlEHeHa 110
IporpaMmam MpeacKa3anus aToreHHOCTH. Taioke Ui MOATBEeP KACHH IIaTOr€HETHIECKOM
3HAYMMOCTH OYyT MPOBOIUTCS (PyHKIIMOHAIBHBIE HCCIIENOBAHMS (PA3BEPHYTOE
UMMYHO(DEHOTHITHPOBHHE TUM(POIUTOB, AKTHBAI[MOHHBIE METOIBI, SKCIIPECCHs OEIIKOB, TECT
nerpanyisiud HK kinerok, pocopunupoBanie pa3nuaHbIX OENIKOB.

*  AHaiM3 TONYYEHHBIX JaHHBIX, BKJIIOYAs BO3pACT IOCTAHOBKH [JHAarHO3a, CMEPTHOCTh H
JPYTHE XapaKTEPUCTHKH OYIyT OIEHUBATHCS ¢ TIOMOINBIO co3AaHHoro panee perucrpa ITAJ] PO.

4.2. TlojipazjenieHnss U YIPeKICHHs, HA 0a3e KOTOPBIX OYyAyT IMPOBOIUTHCS PAaOOTHI 110 MPOEKTY B
coe/MHeHH ¢ tanamu rnpoekra (1o 100 cios)

Pabora mianupyercs Ha 6asze cnemyromux noapasneneanid HMUIL JIT'OU:

-OTJIEN DIHAEMHOJIOTHH TIEPBHYHBIX HMMYHOIE(HIIUTOB

- mabopaTopust MONEKYJIAPHOH Oronorum

- 1abopaTopusl TPAHCILIAHTAIIMOHHOM UMMYHOIIOTHHM ¥ HMMYHOTEpaNui reMadiiacTo30B

4.3. I'pynna peaju3anuy nNpoexkTa

DUO coTpyaHuKa Ponsb B ipoexTe 30HA OTBETCTBEHHOCTH

M. A. Macugan I'naBHBII HcceoBaTeNlb PazpaboTka Hay4HOH KOHLEIIHH
TIPOEKTA.

[epbuna A.JO ['maBHEIA Hccnen0BaTENb PazpaboTtka Hay49HOI KOHIENIINH
npoekTa. CBOEBpEMEHHOE




BBIIIOJIHCHHUEC BCCX 3TAIIOB ITPOCKTA.

Kyzbmenxo H.b 3aB. oTenoM smHaeMruoorud 1 | OTBeTcTBeHHA 3a 06a3y nanHbix MI'/]
MOHHMTOpPHHIA
UMMYHOIe(DUITUTOB

Myxuna A.A. Hayunsiif coTpyJHEK OTIE]1a OtgercrBenHa 3a peructp 1IN ]]

SIUIEMHAOIOTAA U MOHHUTOPHHIA
HMMYHO Ie(DUIIATOB

Paiikuna E.B.

3aB naboparopuei
MOJIEKYJISIPHOH OHOTOTH

CBOCBpEMeHHOB BBITOJIHEHHE
FeHETHICCKUX HCCIIEIOBAHUI

AnekceHko M. O

Bpau kimHH4YeCcKOH
1a00PATOPHOH JIMATHOCTUKH

HemnocpencTBeHHBIN HCIIOTHHUTED
MI'J|

Kypuukopa M. A. MeiuuuHCKH I TeHeTHK HemnocpencTBeHHbIH HCTIOIHHETEIb
MIJ{
Mepcustosa 11.B CT Hay4HBIH COTPYAHUK HemnocpencreenHbli UCTIOTHUTEITE
nabopaTopuu MOJIEKYIISPHOM MI'{
buonoru
Abacos P.X. Hmxenep nporpaMuct Awnanmu3z nonydenabix MI'J|
[lepmmun /1. E 3ar naboparopueit [TpoBenenne GpyHKITHOHATLHLIX

HMMYHO(EHOTHITHPOBAHUS

HMMYHOJIOTHYECKHX HCCIIETOBAHHM

Bemmenckas B A

Mitajmmii Hay4YHBIA COTPYAHUK

Ucnonuurens Cl)y}IKL[HOHaJIBHBIX

HMMYHOJIOTHYCCKHX HCCIIeTOBAHW N

4.4. I'paduk peannzanuy npoexra

T'on Haspaune sTana
2019-2024 ITposenerne MI'JI (300 B rox)
2019-2024 ITposeenue noaTBepaaommx uecaenopanuid no Conrep (150 B rox)
2019-2024 ITposeenne noarBepkaarOmux GyHKIHMOHAILHBIX uccnepoBanuii (150 B rox)
2022-2024 AHaJIu3 NOJNYYEHHBIX JAHHBIX
2020, 2022, | Jloxmag Ha MexAyHApoJHOH KoH(pepeHIMH o0 pe3ysbraTax IIPOBEACHHBIX
2024 uccnenoanmii (1-2)
2020, 2022 | Hanucanue cTaThd B MEXKIYHAPOIHBIE XYPHAJIBI O  pe3yJibTarax IPOBEJIEHHBIX
uccruepoBanni (1-2)

NMPAKTHYECKOE IIPUMEHEHUE PE3YJIbTATOB

[Tposenenne panHei auarsoctaku [THA/] mo3BoaUT YCKOPUTE IIOCATHOBKY [HArHO3a, HAUaTh
PaAHHIOIO TATOTEHETHIECKYIO TEPAITHIO B 3aBUCUMOCTH OT Bua [TU]], 9410 MO3BONMMT YTy YIHT
BBEDKHBaEMOCTE B KauecTBO ywu3aM geteit ¢ [TU]]. Kpome Toro, yuactue persoHaJIbHBIX
CIENUATMCTOR B IIPOEKTE YBEIHIHT HACTOPOXKEHHOCTH B oTHOmeHuH [T/ B pernonax, noBeicHT
JMArHOCTHYECKYIO AKTHBHOCTH CIIEITHAMCTOB Ha MECTaX.

BIO/IKET IMPOEKTA - 25 mum py0.ieii B roa

PYKOBOIUTEJ/IA IIPOEKTA

CO-PYKOBOAUTEJIb

®UO: lepouna Anna IOpbeBna

JOJGKHOCTD: 3aMecTHTeNb qupekTopa MHCTHTYTA reMaTo/I0rii, HMMYHOJIOTHH H KJIETOYHbLIX
rexnonoruit HMHUIL AI'OU am. [Imurpusn Porauesa

Hayunbie 3BaHus: 1.M.H., npogeccop

CrpyxrypHoe nojpasjejienne mo Mecty paborel: MHCTHTYTA reMaTo/I0rHH, HMMYHOJIOTHHA H
kiaerounbix Texnogorni HMUIL AINOU um. Imutpust Porauena

Opranuzanua: HMHAL AT'OU umenu /I, Porauesa

E-mail: shcher26@hotmail.com




®HUO: Macuan Muxania AjleKcaHapoBuY

Hayunbie 3BaHuA: 1.M.H., Ipoeccop

Mecro padorsi: qupekTop HHCTHTYTa reMaToI0ruH, HMMYHOJIOTHH H KJI€TOHbIX
rexnonorumiit HMHMII AOU um. Imutpusa Porauesa,

CrpyxrypHoe noapaszaeaenne no mecty paborer: HMHUIL AI'OU um. Imurpusn Porayesa,
MHCTHTYT reMaToIOr HH, HMMYHOJIOTHH M KJIETOYHbIX TEXHOJI0IHii

JIoKHOCTD: 3aMecTUTENb renepaabaoro qupexropa HMHUIL AIOM mm. Jimutpus Poravesa
Oprasmmzamus: HMUILL ATI'OU amenn /1. Porayesa
E-mail: mmaschan@yandex.ru

(A. 1O. Illepbuna)

e
mtﬁ/’ﬁ LA Macuan)




