My6ankauua nepBbiX pe3ynbTaToOB UCCE[0BaTe/IbCKOM NPOrpammbl
«YepHbit nebegb»

20 man 2021 .

Ha aToi Hegene MexayHapoaHbii GoHA MUeNoMbl ONOBECTMU O NyHAMKALUM NEPBbIX pe3ynbTaToB
MaccoBOro nccnegoBaHua «iStopMM». 3To ucchegoBaHUe ABASETCA OAHUM U3 KPYNHENLLNX,
obuleHaLUMOHaNbHbIX UCCNeA0BaHUI B cBoemM poae. Kak 6b110 onybamMKkoBaHo B XKypHane «Blood
Cancer», B UccnefoBaHUM NpuHaaM yyactne 6onee 80 000 YenoBekK, YTo ABAAETCA NOTPACAOLLUM
poctuxkeHnem. Mosgpasasem r1aBHOMO PYKOBOAMTENS KIMHUYECKOTO UCMbITaHUA AOKTOpa
Curiopatopa KpucTMHCCOHa 1 ero kKomaHay us Ucnanamu!

Ceityac B Ucnangmu cywiectByeT crneumanbHaa KAMHUKA 418 CKPUHUHIOBOTO UCCnef0BaHuA
336OJ'IEBaHVIFI, KOTOpO€e KOOPpAMHUNPYET NepBOHA4Ya/ibHOE TECTUPOBaHME N NPOBOAUT nocaegyouiee
Ha6mop,eHv1e 3a BCeéMU YH4aCTHUKaMMU. OcCHOBHa#A Lenb Uccaen0BaHMA, 3TO BbIABUTb NLOCHI U MWHYCbI
3TOro paHHEero TMna CKPUHWUHra.

BaXXHOCTb PaHHEero CKpUHUHra

MoTeHUuManbHble NPEeMMyLLECTBA 3TOFO paHHero obcef0BaHNA XOPOLLIO U3BECTHbI NP
MHOeCTBEHHO muenome. PaHee neyeHue, Ha 6onee paHHen cTagumn 3aboneBaHNs, NO3BONAET
MONYYUTb NyYLLME Pe3yNbTaTbl JEYEHUS C TOUYKMN 3PEHUA NMPOAOIKUTENIbHOCTU PEMUCCUMU U
Haunydlen obLien BbIXKMBAEMOCTU. B pamKax nccnenoBaTeIbCKon Nporpammbl «HepHbln nebeab»
TAK)Ke eCTb BO3MOXKHOCTb NOMYYUTb UCMbITaTe/IbHOE fievyeHune. bnarogapa nofgobHbiM meTogam
JIEYEHUS MOXKHO AO0CTMYb HE TO/IbKO MOJIHbI OTBET, HO 1 BoslIee AUTENIbHYIO PEMUCCUIO U NOSHOE
n3neyeHune ot 3aboseBaHUA y HEKOTOPbIX NALMEHTOB.

Kakue noteHumanbHble HeA0CTaTKU BO3MOXKHbI Yy paHHero obcneposaHua?

MpoekKT iStopMM 6bin cneumanbHO CTPYKTYPUMPOBAH ANA BblABAEHUA N06bIX NOTEHUMaAbHbIX PUCKOB
WY HeLOCTaTKOB 06c/iea0BaHMA. Bo3HMKALOT cieaytoume BONpoch:

e  WUmeet nn paHee o6HapyKeHUe 3a60s1eBaHUA B KPOBU HEraTUBHOE NCUXON0rMYecKkoe
BO3AeMNCTBUE HA NALMEHTA, Korga TpebyeTca MOHUTOPUHT, a He HemeaJlieHHoe iedyeHue?
Bnarogaps TwatenbHoMy 06cnef0BaHNIO NEPBOHAYa/IbHbIe pPe3yibTaTbl UCCNEA0BaAHMA
OKasanucb BecbmMa 06HaaeXnBaoWMmn. MNaumeHTbl He TO/IbKO OYeHb paabl BHECTU CBOM
BKNaZ B UccnegoBaHue aToro 3aboseBaHmsa, HO BA06ABOK OHU HE UCMbITbIBAIOT
NOBbILLEHHYIO TPEBOTY Y HEraTUBHbIE NOCNEACTBUA. PeryasapHblit MOHUTOPUHT B TeYeHue
NATK NeT 1 6o1ee NO3BO/UT BbIABUTb KaKne-1mbo BO3AENCTBUA HA YHAaCTHUKOB
nccnefoBanHusa. Noka Bce MAET HOPMasbHO.

o CKONbKO cTOUT paHee ob6cnepoBaHme? 7o obuwas npobaema. K cyactbio, 3aTpaThl Ha
CKPUHWHTI-TECT OYEHb HW3KM (MO CPAaBHEHMIO C 0OLLMM MeAULMHCKUM 06Ccne0BaHUEM) U 3TO
He npuymHa ana 6ecnokoicTea. MepBoHaYanbHble 3aTpaThl Ha 06CeA0BaHUE HE CPABHATCA C
6os1ee BbICOKMMM 3aTpaTamu, €C/N Y NMaumeHTa No3xKe 0OHAPYKUTCS yiKe APKO BbiparkeHHan
Muenoma.

e Y70 HacyeT NI0}KHOMOIOXKUTE/IbHbIX PE3y/IbTaTOB, HAaNPUMep TeX, KoTopble AaloT
HeAoCTOBepHYI0 MHPopMaLuio? CKpMHUHIOBOE UCCIeA0BaHMe BKAOYAET B cebs oveHb
YYBCTBUTE/IbHOE TECTUPOBAHNE MUEIOMHbIX 6€/IKOB B KPOBU. ITOT METOZ, Ha3blBaeTCA
«Macc-cnekTpomeTpueny. YamsuTenbHoe ctpemaeHne 6putaHckon nabopatopun «Binding
Site» NPoBECTM 3TO CNeunann3MpoBaHHOE OLLEHOYHOE TECTUPOBAHME CNEKTPOMETPUN ANS



OrPOMHOr0 KONIMYecTBa Ntoaei ABNAeTCA OrPOMHbIM NOABUTOM U BbICOKO LLeHUTCA BCeMU
y4YaCTHMKaMW. ITO TECTUPOBAHME NO3BONAET BbIABUTL 60/1€3Hb Ha ee PaHHMX CTaaMAX
pa3BuUTUA. Ha paHHUX cTaguax pa3BuTHA 3aboneBaHnA BbiBalOT MOMEHTbI, KOrAa HeKoTopble
KpolleyHble n3meHeHMa 6e/ika MOTYT Ja’Ke UCUYE3HYTb, B TO BPEMSA KaK ApyrMe coxpaHatoTes
W Nporpeccupytor. HECOMHEHHO Ha 3TOM CTaaMM HYXHO MHOMOe U3Y4nTb O Pa3BUTUU
6onesHu.

HecomHeHHO, 3TW YHMKa/ibHble HabIloAeHUA NPUBEAYT K NepeknaccudrKaumm u nepeoueHKe
pPYyKOBOACTB BeZeHUA 60/bHbIX. YTO Mbl TOBOPUM YYACTHUKY MW NaumeHTy? Kakoli MOHUTOPWHT
pekomeHA0BaTh? ITO XOPOLLUME BONPOCHI, Ha KOTOpbIe CeAyeT OTBeYaTb ONMPAACh Ha MHEHNE
NMauneHTOB M HAay4YHbIX 3KCMEePTOB.

LleHHOCTb cneyuanm3MpoBaHHOro TeCTUPOBaAHUA

MpoekT «iStopMM» geecnocobeH NpoBOANTb OOLIMPHENLLEE CNeunanm3MpoBaHHOe TECTUPOBAHME,
KOTOpPOE MOXET MCMO/1b30BaTbCA BO B3aMMOCBA3aHHOM BMAe. OCHOBHbIM NPENUMYLLECTBOM
npoBeAeHus ero B MlcnaHanm aBaaeTca reHeTuYeckoe TecTtuposBaHue, nposoaumoe «deCODE
genetics» oA BCEro MCNAaHACKOrO HaceneHMA. ITO O3HAYaEeT, YTO YYACTBYHOLLME B UCCe[0BaHNe
04N C pa3BMUBatOLLENCA aKTUBHOW MUENIOMON, Taetowen mruenomon nanm MGUS, MOXKHO CpaBHUTb
Ha reHeTMYeCKOM YPOBHE C OCTa/IbHOM YacTbto HaceneHma Ucnananu. pyrumm cnoBamum,
3abo/1eBLIMX NtOAEM MOMKHO CpaBHUTL ¢ 6osiee yem 300 000 YenoBeK, y KOTOPbIX HET OTKIOHEHWU B
KpoBMu.

JononHuTenbHas YacTb NPOEKTa - 3TO nosHomMmacwTabHoe ycunnune no Co3gaHuto 6robaHKa (6aHK
TKaHEﬁ), KOTOpOEe NOo3BOZINT NPOBECTU MHOXKeCTBO HOBbIX YHWUKaA/IbHbIX MCCﬂe,CI,OBaHVIVI.

3a y4YacTHMKamMmM nccnenoBaHMA HabaoaatoT (AHOHMMHO) C MOMOLLBIO CUCTEMbI 3/1EKTPOHHOM
MeAMLMHCKOW KapTbl, KOTOPan NO3BOAET OTC/IEKMBATL NPOHBAEMbI CO 340P0BbEM U COOTHOCUTb MX C
pesynbTaTamu. NogpobHan cnpaBoyHas MHPOPMaLUA NO3BOIUT KOMaHAe «iStopMM» nyywe
KnaccmouumposaTtb passiMuHble cybrpynnbl U Cy6TUMNbI Y4aCTHUKOB.

BbiBog,

Co BpemeHeM NpoeKT «iStopMM» ocyLwecTBUT MHOXECTBO HOBbIX HabaoAeHMI, KoTopble AaayT
npeacrasneHne 06 ONTMMabHbIX BMELWaTeNbCTBaX ANA NPeAoTBPALLEHNA U U3NeYeHUn OT
3ab60/1eBaHMA. DTO rNaBHeNLWan Lesb 415 Hac BCEX-Y/IEHOB MMEIOMHOro coobuiecTsa. NMonctunHe
3amMeyaTesibHO BUAETb, KaK 3TOT NPOEKT TaK CTPEMUTE/IbHO ABUKeTCA Bnepes!



