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Teanchl KOHGEPEHLKA

Metoaw: TapreTHoe cexBeHMpoBaHne Ha ocHose NGS nposogunn Ha Baze UK «Buotexnonornas GIEHY
BHWH CE, na cexksenatope MiSeq [lluminal. Bee nofoxiTenbHse HaXoakd NOATEEPHASAMCE METOAOM Ka=
MUANAPHOID CEXEEHWPOEAHWA HA rEHETHYeCKoM aHanuaaTtope HAHOMOP 05 [MAN PAH, Cankr-Merepbypr].
PeayneTatei: Haw nepesid oneiT APMMEHEHMA FEHETHYECKOR NaHenH NOZB0AMA BRIAEBWTE peakHe GopMel
naToRoriy, € ieHTuduuxposasseiMm [c nomowse NGS] v nogreepsaeHHLIMY [ NoMOWE0 NpRMArD cekea-
HUpOBaHAA] MyTaUNAMK B Chegyownx renax: SPAST |HacnegcTeeHHan cnacTryeckan Napanneris Tana 4,
DOHDO1 [HacneacTeeHHan cnacTWueckan napannerwa tvna 28], NPC1 [Boneads Humanna-Nuka twna C),
Motehd [nervossuedanonara), GCH [aueronmnal u op.

ZawnwueHne: TapreTHee NaHenk Ha ocHoee NGS ABNASTCR HEZAMEHMMEIMK W SKOHOMUHECKH ONPAELAHHKI=
MU MPH QWArHOCTHEE HACNEACTEEHHLIX 2300N2BaHMA HEPEHOR CHETEMEI, KOTODLIE X3PAKTEPHIYITCH FeHe-
THHECKDH FETEQOreHHOCTEN KM GeHOTHMMHECKM MONMMOpDMIMon.

Pabora nposegena npn nogaepske Munucrepctea ofpazosanun W Hayen Poccwiackon Degepaumm [yHn-
Kanskbi WaesTwhukarop cornawendna RFMEFIA0T14X00%4)

NOAUMOP®WU3M FrEHOB UMMYHHOIO OTBETA Y IETEW C UHOEKLIMOH-
HbIMKU OCNOXKHEHMAMMW XUMWUOTEPANWUK NEMKO30B

M.A. Asponnna*’, H.C. AGpamon’, AW, HkouHueoea®, T. B. Hacegxuua®

'HMHeTHTyT MofekyfinpHon broforiii M. B A Jurencrapira Poccuickon akagemimn Hayx, Mockea, 119991
‘MenepafbHeil HAYYHO=-KNMHUSECKMA LEHTD AETCKDA FEMaTOROMNAW, OHKOROMANA 1 WMMYHOROrHH

wra. Ararpis Poravesa, 119117, Mockea, Pocews;

*marysheilaus@gmail.com

MoTHBaLMA W ienK. [puMeneHne MHTEHCHBHON AOAKMEMMMOTERAMMK B ApOUSCCe AeUeHMA AeTeh ¢ Aedkoaa-
MW CERZEHO C BRPAXEHHLM NONAENEHHEM MMMYHATETA. 370 ARNARETCA GAKTOPOM PHCKA PA3EMTHA CEDLEZ-
HElX HHBEKLMOHHEX GCAOXHEHWA, KOTOPLIE CYLWBCTEEHHO YXyALEKT NpOrHoa ocHosHoro zafionesanua u
MOCYT NQWBOLWTE K NeTanbHoMy Wexony. Baxuyn pone & pasentin MHbEKLMOHHLE 33B0NeBaHUA 1 CENCHea
MOMET HIpaTh NONHMOPHHIM MEHOE MMMYHHOID OTBETA.

Metofei. [lis AoMcks FeHETHYECKME MAPKEPOSE, ACCOLMMPOBaHHLIX € ApEPSCrONOKEHHOCTEIO K paIgHTan
HHBEKUNA, DK eeibpansl 12 geTen C OCTPRIM NEAKOI0M, MMEBLIAX TAXENEIE MHBEKLWOHHEE DCAOKHEHNA
& xofe Tepanui. DBpasuw [HK nayvertos wecnegosan METOLOM MACCOBOMD NaPaNNenEHOM CEKBRHUPO=
panKa Ha npuBope G5 Junior f 454 [Rochel, 4To nozsonMao NpoBECTH OAHOBPEMEHHEIR aHAMKI NOCABROBS-
TENLHOCTH KOLWPYIWME yHacTeos 17 reHos, yHacTeyowms: B pErynaumy nMMyHHore oteeta: NODZ, MLRP3,
STAT1, STATE, CARDY, IL10, IL17RA, IL12RB1, ILTA, TLR1, TLR2, TLR3, TLRE, PTPN22, ILTR, IL7, MYD2A.
PeayneTatel. BHOMHDOPMALMOHHEIR GHANKE QAHHEX CEKBEHMDOBAHWA BRIFEWN 19 OQHOHYKNEOTHOHEX 3=
med |SHP), MPUEOGALLME K 33MEHE SMUHOKUCAOTE), 8 TOM HHCHE, MHOOPMETABHEIE MEHETHYECKME MapKe-
pel PTEM22 ¢ 1858C=T [re2474401), TLRE cB96 AsG [rs£9BAT790) » TLR4 c 1194 C=T [rs&RB4791]), ILTR
c.197T>C [rs1494555] v ILTR c.412G>A [rs1494558). PezynsTark MaccoBOro NEpannensHoro CeXEEHMpOEa-
HUA NOATEE pXABHL CeKBEHMpOBaHMEM o Canrepy.

FaknoyeHne. BuiraneHne FreHETHYECKNY MADKEPOE, ONPERENAILMY MPEAPSCNONOKEHHOCTE K MHDEKLHOKHEM
OCAOMHEHWAM, NOZEONKT OLEHABSTE MHEMEHMLYANEHEIA MEHETUHECKMA DHCK DAIBMTHA TRXENLIX HHdeKLMR ¥ fa-
Tl € NeAKO3aMM NPH NEYSHMK XMMUONPENAPATAMM 1 paspaBaTeieats HoBse Nogxogkl K CoNpOBOEMTENSHOR
Tepan.

PsBota ufoinReTen fipu nofpepsxe PepspafivHon weieson nporpaMMel MuHKeTepeTaa obpasoeaHma W
Haykn Poccun [Mpant N914.404.21.0117, RFMEFIS0&14X0117).

CPABHUTE/IbHO-3BOMOLUMOHHbLIA AHANTM3 BENKA NPC1
MNPHU BONE3HKUM HUMAHA-TNUEKA

0. Apebann', A.0. Peaumk™, M.B. ¥ynun'"

Orgen nedopMaTHEN W MaTeMaTHiW, HaumoHansHas nabopatopua Ok-Puax, Ok-Pugs, Tennsecon, CLUA
Haysuo-uccnegopatensckni uertp Buoundopmaried, Mepewi Cankt-Netepbypresnii rocyaaperaeHtei
yHUBepcHTeT nMenn akag. M.N. Naenoea, Cankr-Netepbypr, Poccua

0rgen Mukpobuonoran, YuusepeureT wrata Tewwecwn, Hokcewnn, Tenneccn, CLLIA

aoreznikidomail.com

MoTvBailwa. TexHoRor MM CEKBEHKPOBAHMA MOIEOAAT COZA2BATE MHCTRYMEHTE ARAMHOCTHKH FEHETUHBCKNX
3ab0nesaHMA Ha OCHOBE MEHOMHLIX A3HHER. (Ha M3 oCHOEHEX NpoBnNes TAKOM SKArHOCTHEN COCTOMT B He=
oBXOAMMOCTH pPAIAMYaTE NaTOreHHbE M GoDpoKavecTeeHHbIe MyTauuk. TigaTenb bR 3B0AKUHOHHEIR aHa-
nK3 cTpyETYpsl Benka No3eonaeT SLRBENATSE 3BONOUHOHHEIE CEAZM THN2 Napanorf/opTonor K TouHee npegs
CKEILIBATE BOIMOMHEE IPDEKTE PEINHYHEE MyTaLWA.

Uens. Pazpabotate anropuTe CpaEHMTENLHO-380/0UMOHMHOND aHatknia cTpyType Benkas NPCT gam npe-
aukumi stddexTta myTauwii npy Goneanm Husana-Meka tan C [H-CL

Metopsl. B kasectee mogensHoro wenonszoeanu Benok MPC1, npogyer reda npel, syTauume B koTopom
REMRKTCR OCHOBHOR NpUYMHOA [~95%] HM-C, peaxoi, 3a4actyo NeTansHod, nuaocoMHol BGoneann Hako-
MNEHMA, PE3EMEANWEACH B PEIYNLTATE HAPYLWEHWA DEYNAUMK EHYTDHKNETOYHOMD TRSHCNOPTE AMAWMLOE.
DiwnoreHETHYSCKHA aHAMAMI N WIYHEHME AMUHOKMCADTHON NOCASAOBATEALHOCTH NO2B0AMAKM OfpedennTe
WCTWHHBIE opTonora W napanork Benka MPC1, otnmunTe wx of noxoxnx Benkos c gpyrammn dyHELMAMKA.
Bk onpegeneHsl koscepBaTHEHLE Nozuykd & Beake NPC1, crano soamoxHbiM Npegcka3bigaTe sddekThl
MyTaumi. TakoR Nogxof NO3B0AMA MCKAOYWTE OwWBkn, soaHMkaowmwe Np paboTe aeToOMaTHINpOBaHHEIX
OWSMHOCTHHECKHX NpOrpaMM, BCASACTENE WX HECNOCODHOCTH pa3genaTe Genkn No dryHELMA Ha OCHOBE aHa-
Nn3a CTpYETYPR.

PeayneTathi. Paapabotad u anpobupoeas anroput grardoctikn HIM=C 1a ocHose 380n0UNOHHOMND aHanu-
3a cTpykType Benka NPCT.

3axnwyerme. FaapaboTaHHEA anropuTs NOBHILEET TOMHOCTE NPEACKAIEHAA ShgeKTa MYTALWA 1 MORET
BElTe MCNONLI0OBAH NPK QHArHOCTHES OPYrME FreHeTHYeCKHE BoneaHen.

PA3PABOTKA TEXHOIOMMK ®EPMEHTATMBHOW NOAMOTOBKW TAPTETHBIX
OHK-BMBNWOTEK ANA AHANU3A METOJOM MACCOBOIO NAPANNENLHOIO
CEKBEHWPOBAHWA

M.C. AHncuMenko™®'-=2, [1.A. Koctakoea*, E.B. lopHocTaesa®s, H.H. Maweunko', H.H. MyTknHa'?,

C.A. CnoBogamiai®, C.MN. Kosanexxo'5

OrEHY «HW I MonekynapHoi Buonorau v Buoduaueus, r. Hoeocubupck

HPFEHY «HM KW duznonorum m dyugaMedTansHon MeguuyHes, 1 Hosocubupek

3000 «bBuollukrs, r. HoeocuBupek

‘HosocHBMpCKMA rocyJapCTEEHHLIA NENAMTMM4ECKHMA YHUBEPCHTET, I HosocuBupok

*HomocHBupe kUit HEUMOHANLHENR HCCNEAOEATENLCKMA rOCYAapCTEEHHEN YHUuBEpcKHTeT, r. HosocuBupok

e=mail: jocus@hic.ru

MoTuBauMa ¥ ueni: Nossnedne TeXHONOMMA MACCOBORS NapannensHoro cekaeHMposarus [cekeeHuposa-
HWR HOoEoro mokoneHnd, NGS] Nozeonuno CyWeCTEEHHD YEENMYNTE NPOMIB0OONTENEHOCT: NPOYEcta CekBe-
HUDOBAHMA, WM, KOHEYHO XE, CHWIWTE &0 CTOMMOCTE B pacseTe Ha HywneoTwa. Ofkako & ughoM npouece
nogrotoexkd BuBnuoTexk ¥ NpoBsfEHHE WMKNa Ha npubope oCTalTCA QOBONEHD AoporocToRwMMK. Llenss
HacToAWen paboTel REMADCE COZLAHME ANETEPHATHEHOA TEXHONOrMM NogroToekk TapretHon OHK-Gubnmo-
TEKM ANA aHank3a meTogom MGS. B kavectee uenesore dparMeHdTa Ans aHanuaa Beina swfipaka kogupyio-
wan 4acTe resa BRCAT.
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