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TPAAMITMOHHBIME BUAAMU AESATEABHOCTH, IO3BOAUA BIIEpPBbIE YCTAHOBUTD, YTO UX TPYA CONIPSDKEH C BbICOKMM PUCKOM BO3HHK-
HOBEHHMS OCTPBIX M XPOHHYECKUX IPOeCCHOHAAbHBIX 3aboAeBanuil. Hanboaee pacrpocTpaHeHHO! [ATOAOTHEH y OA€HEBO-
AOB SIBASIOTCSI ITA€YEAOIIATOYHBIH IIePUAPTPO3 U AePOPMHUPYIOIINIL APTPO3 KOACHHBIX CYCTABOB, Y PAOOTHHMKOB, 3aHATHIX HA
PYHOI BhIAEAKE KOXKU M MeXa — apTPO3 CYCTaBOB KHMCTeH, OpPOHXMAABHAS ACTMA, ACPMATHT, & 3aHATHIX 00pabOTKOI PEIOHOTO
CBIPbS M MOPEIIPOAYKTOB — KOHTAKTHBIN AepMaTuT. [To pe3yAbTaTamM STHX HCCAGAOBAHHI Pa3paboTaHo 9 HOPMATHBHO-MeETO-
AMYECKHX AOKYMEHTOB Ha (eAePaAbHOM M PerMOHAABHOM YpoBHsX. HoBble TexHHYecKHe pelleHus IO KOAAGKTUBHON M MH-
AMBHAYaAbHOM 3aIiuTe pabOTHUKOB IIPH BO3AEHCTBHE BPEAHBIX GAKTOPOB B YCAOBUSIX XOAOAQ 3amuineHs! 4 mateHramu. ITo
aTOIt mpobAeMe coTpyaHHKaMH LleHTpa ormybankoBaHo 6oaee 150 Hay4HBIX pabOT B BEAYIIHX OTe4eCTBEHHBIX U 3aPyOeXKHBIX
XKypHaAax. AaabHeflne HccaepOBaHus L[eHTpa 1o pelneHHIO MpoOAeMbl 0becredeHnst 0e30IIaCHOCTH TPYAA M COXPaHEHHs
3AOPOBbsI pAaOOTHHKOB, 3aHATHIX B 9KOHOMUKe A3P®, 6yAyT HampaBAeHbI Ha Pa3pabOTKy METOAOAOTHH OLIEHKH MHAHBUAYAAD-
HBIX IPO{eCCHOHAABHBIX PHCKOB, OCHOBHBIX IPHHITUIIOB M PeKOMEHAALMIT [0 IPUMEHeHHI0 OMOMAPKEPOB B PACCACAOBAHUIX
U MEAMIIMHCKUX 9KCIIEPTH3aX IIpU paboTe Ha XOAOAE.
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IleAb — cO3pQHNE CKPHHUHIOBOM TeCT-CHCTEMBI HA OCHOBE TEXHOAOTHH CeKBEHHPOBAHMs HOBOro nokoaenus (NGS) aas
BBUSIBAGHHS T€HETHIECKOH IPeAPACIIOAOKEHHOCTH K MPOYeCCHOHAABHO 3HAYMMBIM OOAE3HSIM CHCTeMbI KPOBOOOpaIjeH s
(BCK) y paboTHHKOB IpOdeccuil, CBA3aHHBIX ¢ 6e30MacHOCTbI0 ABkeHus. MeToabl. Co3paHme co6CTBeHHOMN 6a3bl AAHHBIX
renernyeckux mapkepos (M) BCK, akTyaAusnpoBaHHOIt B KOHTeKcTe G0Ae3Hell, CBS3aHHBIX ¢ podeccuell, MPOBOAMAU IO
oTkpbIThIM AaHHBIM GWAS-catalog, SNPedia, LOVD, OMIM, PharmGKB, ClinVar, UMLS. BeimoaseHa py4Hast mpoBepKa 1
¢uasrparus obHapyxenusix 'M. B xadecTBe 6a30B0it TexHOAOrMM reHOTUNHPOBaHus paspaboran Habop PHK-30HA0B pAst
I1eAeBOr0 00OTaleHNs 3aAAHHBIX TEHOMHBIX AOKYCOB C mocaeayiomuM NGS-cekBeHUpOBaHHEM T€HOMHBIX OHOAHOTEK, H3r0-
toBaenHslit AgilentTechnologies Texnoaorueit insitu medarin oAMroHykaeoTHAOB Ha crekae OLS. CexkBeHnpoBaHue mpoBo-
Auaocs Ha maardpopme IlluminaNextSeq 500. PazpaboranHoe mporpaMMHOe OfecriedeHre BKAIOYAeT MOAYAR pacyeTa PUCKOB
BCK Ha ocHOBE CO3AAHHBIX MATeMATUYECKUX MOACACH ¥ OPMUPOBAHHS KAMHUYECKOTO OTYETA C PeKOMEHAAIMSAMHE AAS Bpava.
Pesyasrarsr. ChopmupoBaHa 6a3a AAHHBIX T€HOMHBIX BAPHALHIL, ACCOLMUPOBAHHBIX ¢ podeccuonasbHo sHaunMbiMu BCK,
rae KaxaoMy I'M 3apaH YCAOBHBIN BeC, OTPAXKAIOIINI €ro BKAAA B PA3BUTHE OOAE3HH, CTEIIeHb AOBEPHS K HEMY, [I0Ad H T. A.
Vicxops 13 Hee, pa3paboTaHa MaTeMaTHYECKAS MOAEAD AASL PACUeTa PHUCKA IIATOAOTHH IT0 HHAUBHAYAABHBIM FeHOMHBIM AAHHBIM
C COOAIOACHHEM IIPABHA «T€HOMHON aAre6psi». OTpaboTraHa ciCTeMa IPOOOIOATOTOBKY FeHOMHBIX GMOAMOTEK, BKAIOYAS CTa-
AMIO LieAeBOTo oborameHus mocpeacTsoM rubpuausanun ¢ PHK-30HAaMu B pacTBope aast mocaeayromero NGS. B xoae mep-
BUYHBIX UCTIbITaHUI Ha 12 manuenTax ¢ BCK npoBepeHa pab0TOCIOCOOHOCTD TeCT-CHCTEMBI, TOAYI€HbI KAMHUYECKHE OTIETHI
IO PUCKAM Pa3BUTHS NATOAOTHIL. 3HaueHue on-target (CreLUGUIHOCTD 06OraIIeHNs [jeAeBHIMU PErHOHAMHU) COCTABUA0>89%
AAs Bcex 00pasrioB. 3akAroueHHne. Pe3yAbraTsl IepBUYHBIX HCIIBITAHUI Pa3pabOTAHHOM [leAeBOM CKPHHUHIOBOII TeCT-CUCTEMBI
reHoTHIMpoBaHus Ha ocHoBe NGS ¢ mpumeHenueM 6a3pl AaHHbIX ['M OATBEPXAAIOT BO3SMOXKHOCTD ee IIPUMEHEHHS AASL BbI-
SIBA€HHSI TeHETHYECKOM IIPEAPACIIOAOKEHHOCTH K podeccroHabHo 3HauuMbiM BCK y paboTHIKOB Ipodeccui, CBS3aHHBIX
¢ 6€30IACHOCTBIO ABIKEHHSL.
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Beeaenne. Qaxrmyeckoe MUTaHHE YEAOBEKA OIPEAEASETCS IIOCTYIACHHEM B OPraHH3M OIPEACACHHOTO KOAMYECTBa Ma-
KpO- ¥l MUKPOHYTPHEHTOB, a TAKKe PeXXHMOM IUTaHKs. Yamre Bcero HapymeHHe IPUHIUIIOB PAIfHOHAABHOTO ITUTAHUS CPEAU
B3POCAOTO HACEAEHHS COIPOBOXKAAETCS yBeAUdeHHeM Macchl Teaa. IfeAb — oljeHKa $paKTHIeCKOro IUTAHKSA B IPyIIIe pabo-
TAKOIIero HACeACHHs, UMEIONIETo H3OBITOUHYI0 MacCy TeAa (unpexc Macchi Teaa (UMT) — 25-30). MeToABI HCCAGAOBAHHSI.
B rccaepOBaHHME IPUHSAO ydacTHe 164 pabOTaOMMX PA3AMYHbBIX OPraHU3ALMI U IPEANIPHSTHI B Bo3pacTe oT 18 A0 59 aerT,
06cAeAOBaHHbIE OBIAM PABHOMEPHO Pa3AEACHDI Ha 2 TPymmbl — l-s1 rpymmna — unAekc Maccel Teaa (MUMT) 19-24,9 u 2-a
rpymma — MIMT 25-30. Onenxa $pakTHiecKoro MATAHUS OCYIIeCTBASAACD YACTOTHBIM METOAOM C KOAUYECTBEHHOM OLIeHKOM
IIOTPeGAEHHBIX IPOAYKTOB, OLIeHKA COOAIOACHHS IPUHIJUIIOB PAIJMOHAABHOTO MUTAHUS U HHGOPMUPOBAHHOCTH O 3A0POBOM
[UTaHUH, 00Pa3a XU3HU OCYIIECTBASAACH C IIOMOIIBIO CIIELIHAABHO pa3paboTaHHoOl aHKeThL. Pe3yabTaTsl HecaepoBaHms. [To-
Ay4YeHHbIE B XOAE MCCACAOBAHUS AAHHBIE CBHAETEAbCTBYIOT O HAPYIIeHHU NPHHIUIIOB PAIIMOHAABHOTO IIUTAHHA B Tpymme No2
(HecobAroAeHNE IPUHLUIIOB KOAUMECTBEHHON U KAYeCTBEHHOI [IOAHOLIEHHOCTH MHIIEBOro PAlOHa, PeKUMa TUTAHKs, cha-
AQHCHPOBAHHOCTH [OCTYTIACHHS IUIIEBbIX BelecTs). B ykasaHHOI rpymme 6blA BbIpayKeHHDII AeQHUIUTA IOTPeOACHHS MOAOKA
H MOAOYHBIX IIPOAYKTOB, PBIOBI U PBIOHBIX IIPOAYKTOB, siull, oBoueil. [ToTpebaerHne xAe600yAOIHBIX 1 MAKAPOHHBIX H3AEAHH,
caxapa ¥ KOHAUTEPCKHUX H3ACAUH IPEBLINIAAO PeKOMEHAYEMYI0 HOpMy. YpOBeHb dHepronorpebaeHus B rpyme Ne1 cocraBua
y My>xauH 2167£123 kxaa/cyT, skenmun — 198511 kxaa/cyT, Bo Bropoii rpymme 2668+14S kxaa/cyr n 2543+138 kxaa/
cyT coorBeTcTBeHHO. OTAMYAACS TAKKe U YPOBEHb OTpebAeHHS MaKpOHY TpreHTOB. CHIDKeHHe [OCTYIIACHUS KAeTYATKH Ha-
6A10A2A0Ch B 06enx rpymmax 6+0,3 u 7+0,6 r/cyT, yacToTa mpreMa MUY GblAA CHIDKEHA B IPYIIIE 2 KaK Y MY)XKYUH, TaK 1 Y
JKeHIJUH. YPOBEeHb OTPe6ACHNS KUPOB MPeBbIIIaA PEKOMEHAyeMble HOPMBI BO BTOpOii rpyme Kak y Mysxkdunt(110+6r/cyT),
TaK 1 y xeHmuH (123+4 r/cyT). AHaAU3 PesKEMa IUTAHKS O3BOAMA BBIIBUTh OTCYTCTBHE IOAHOLIEHHOTO ropsaero obeaa y
6oabmuHcTBa (60Ace 76%) PAGOTHHKOB, OTHOCSIUXCS K TPYIIIe 2 IO MPUYUHE OTCYTCTBHUS YCAOBHIL AAS IIPHEMa TOpsIet
Uy B obepeHHble epepbiBbl. 3akarodenne. CHIDKeHHas QU3NIeCKas aKTHUBHOCTD, HAPYLIEHHE PeXUMA IIUTAHHS, COIPO-
BOXAQIOIeeCsi OTCYTCTBUEM Y OOABIIMHCTBA PAOOTHUKOB IIpHeMa Topsideil MUK B 0OeAeHHbIe IIepephIBbI, IO3AHUI BBICO-
KOKAAOPHIHBIH Y)KIH, SBASIOTCS OCHOBHBIMU [PUYMHAMH HAAMYHS BBICOKOTO MHAEKCA MACCHI T€AQ Y AQHHBIX PabOTHHUKOB, a
TAIOKe CAY>KUT IIPUYMHON Pa3BUTHS AANMEHTAPHO-3aBHCUMBIX 3a00AeBaHMIA. AAS KOPPEKIHH [HUIEBOTO [IOBEACHHS YKA3aHHOM
KaTeropuu pabOTHHKOB OBIAH IIPEAAOKEHBI IPOPHAAKTHYECKHIE PEKOMEHAALMH II0 COOAIOACHHIO IPHUHIIUIOB PALJOHAABHOTO
IUTAHKSA U IOBbIIEHNS PUNIECKON aKTHBHOCTH.
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Beeaenne. Ha ceropHsmHuit AeHb AOKa3aHO BAMSIHHE IHTAHUS HA 3A0pOBbe HACEAECHMS KaK dAeMeHTa 00pasa U3HY,
ompepaeastromero Ha 55% cocrosinue 3A0poBbs nHAUBUAYYMA. Ocob0e BHUMAHME CAEAYET YAEASTb IIUTAHHUIO COTPYAHHKOB
I KOHTAKTe C HebAArONPUATHHIMY IPOU3BOACTBEHHBIME pakTopamu. Ha ceropHsIIHMIT AeHb 60Aee TOAOBHHBI MUAAHOHA
COTPYAHUKOB IpeArnpusiTuii CaMapckoil 06AaCTH UMEIOT IPOPeCCHOHAABHBIN KOHTAKT C HeOAATOIPHUSTHBIMY IIPOU3BOA-
crBeHHbIME $pakTopamu. IfeAb — orleHKa PaKTHIECKOro MUTAHUSI PAOOTAIOMUX B KOHTAKTE C HEOAATOIPUSTHBIMY $paKTOPAMU
IPOU3BOACTBEHHOM CPEABI C IIOCAEAYIOLIEel pa3pabOTKOM peKOMEHAALIUI IO ero yAy4uieHuo. MeToAbI HccaepoBanmst. 1o
daxTHIeCKOMY TOTpeOASHHIO IUIeBIX BeIeCTB (aHKeTHble AaHHbIe, ToAydeHHbIe 0T 320 corpyaruKkoB I[TAO «ABTOBa3>»
187 My>xuut 1 133 >KeHIMHBI) PACCYUTBIBAAACH O6IAs KAAOPUIHOCTD PALHOHA UCXOAS U3 TOTPe6ACHUS MAKPOHYTPUEHTOB,
4aCcTOTA MOTPeOAEHYIS IIPOAYKTOB U OAI0A, & TAKOKe XMMUYECKUI COCTAB PaliioHa 10 MUKpoHyTpueHTaM. OlLjeHKa NumeBo-
rO CTaTyca OCYIeCTBASIAACH [I0 AAHHBIM aHTPOIIOMETpPHUH, OuonMmepancoMeTpru. COTPYAHUKH, IPHHIMABILIE yIacTHE B
MCCAEAOBAHHH, UMEAU IPOdECCHOHAABHBIN KOHTAKT C BPEAHbIMU $pusHueckumMu PpakTopamu (urym, Bubparius, Hebaarompu-
ATHbIE MAPaMeTPBl MUKPOKAUMATA), XAMHYeCKUMH (CBAPOYHbIE 29PO30AH, APOMATUUECKHE YTAEBOAOPOADI, KHCAOTbI, aAbAE-
ruAbl), aKTOpaMH TPYAOBOTO Tponecca (TsSKecTb, HAapSKEHHOCTD ). PesyAbTaTsl HccAepOBaHHS. B panunone paboruu-
KOB OTMEYEHO HEAOCTATOYHOE IIOTPebACHIE KICAOMOAOYHBIX IIPOAYKTOB, MOAOKA, PBIOBI U PrI6OIPOAYKTOB, stityy. OBou
B HEOOXOAMMOM KOAWYeCTBe oTpebasan 37% uccaepyemoit rpymmsl, pykrsr — 25%. IToTpebaeHne XUpPOB IpeBbIIAA0
pexoMeHAyeMbie HOpMbI Ha 47% y a6COAIOTHOTO 6OABIIMHCTBA PAGOTHHKOB (B OCHOBHOM, Y XeHIIHUH), ToTpebaeHue Geaka
U YTAEBOAOB HAXOAMAOCDH B IIPEAEAAX PeKOMEHAYEMbIX HOPMATUBOB. AHAAM3 XUMUYECKOTO COCTaBa PAaljOHA BBLIBHA AeU-
IIUT [OCTYIIAEHUS C NHUIell BUTaMuHOB B2 u B6, Buramuna A, Butamuna A u Buramuna C. 3akarouenmne. [Tutanue aum,
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