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MpeaucnoBne

1 NOArOTOBJ/IEH Accouunauuein cneunanicToB 1 opraHusauuii nabopatopHoi cnyx6bl «Pepepauus
nabopaTtopHoi MeguumHbl» (Accounauunsa «®JIM»), degepasibHbIM roCyAapCTBEHHbIM GIOMKETHBIM yupexe-
HMeM «LleHTp cTpaTernyeckoro naaHMpoBaHUS U ynpaBieHuss MefuKo-61M0N0rMyeckuM puckamu 340p0oBbo»
depepasnbHOro meanko-6uonoruueckoro areHtcTea (Prby «LICM» ®MBA Poccun) Ha OCHOBE COOGCTBEHHOTO
nepeBoja Ha PYCCKUIA A3bIK aHI10A3bIYHOW BEpPCUM CTaHAapTa, YKasaHHOro B MyHkTe 4

2 BHECEH TexHuyeckum KommuteToM no craHgaptusaumm TK 380 «KnuHuueckne nabopaTopHble
nccnefoBaHns U ANAarHoCTUYeckne TeCcT-CUCTEMbI UH BUTPO»

3 YTBEPX/JEH ¥ BBEAEH B AENCTBVE Mpukasom ®eaepanbHOro areHTCTBa M0 TEXHUYECKOMY
perynnposaHunio 1 metposiorun oT 9 anpenda 2026 r. Ne 337-cT

4 Hactoswmii cTaHAapT MAEHTUYEH MeXAyHapo4HOMY cTaHaapTy VICO 21474-3:2024 «MepuumHckue
ns3genva ons ANarHoCTUKY in vitro. MynbTUNMEKCHbIE MOJEKYISipHblE METOAbl AN onpefeneHus copepxa-
HUSI HYKNEWHOBLIX KUCAOT. YacTb 3. VIHTepnpeTauus n otyeTbl 06 uccnegosanusx» (ISO 21474-3:2024 «In
vitro diagnostic medical devices — Multiplex molecular testing for nucleic acids — Part 3: Interpretation and
reports», IDT).

MexayHapoaHblii cTaHgapT paspabotaH TexHuyeckum kommtetom TK 212 «KnuHuuyeckme nabopatop-
Hble UCCnefoBaHns U AMarHoCcTUYeckme TecT-CUCTEMbl MH BUTPO» MexayHapoAHOoW opraHv3almu no ctaHaap-
Tnsauumn (UCO).

Mpn NpYMeHeHWW HacTosLWero craHjapTa pekoMeHAyeTCs UCNOoJib30BaTb BMECTO CCbIJIOYHbIX MeXay-
HapOoAHbIX CTaH4APTOB COOTBETCTBYIOLIME UM HAUWOHasIbHble CTaHA4apTbl, CBEAEHUA O KOTOPbIX NPUBEAEHbI B
[OMOJSTHUTENIBHOM NPUNoXeHun JA.

JononHutenbHble CHOCKM B TeKCTe cTaHapTa, BblAe/IeHHble KypCUBOM, NPUBEAEHbl O/ NOSACHEHUSA
TekcTa opurnHana

5 BBEJEH BIEPBbIE

MpaBuia NPUMEHEHUS HACTOSLWEro cTaHjapTa yCTaHOoB/EeHbl B cTaTbe 26 ®efepasbHOro 3akoHa
0T 29 umioHA 2015 r. Ne 162-d3 «O cTaHgapTwusauum B Poccuiickoii ®epepauymm». MHdopmayma o6 uns-
MEHEHUAX K HaCTOSLLEMY CTaHAapTy Ny6/nKyeTCs B XerofHom (Mo COCTOsHMIO Ha 1siHBapsl TeKyLero
roga) MHopmaunoHHOM yKasaTesne «HauuoHanbHble CTaHAapThi», a ouLUanbHbIA TEKCT U3MEHEHUIA
1 NonpaBok — B €XEMECSYHOM WMHPOPMaLMOHHOM YyKaszaTesie «HauuoHanbHble cTaHhapThi». B cnydyae
nepecmoTpa (3ameHbl) WM OTMEeHbl HACTOSILLEro CTaHhapTa CoOOTBeTCTBYyHLee yBefoMIeHe GyaeT
ony6/MKOBaHO B 6/MKalilleM BbIMYCKE €XEeMecsYHOro MH(OPMauUMOHHOIO ykasaTens «HauuoHanbHble
cTaHZapTbi». COOTBETCTBYWWAan NHopMauns, yBeAOM/IEHNE U TEKCTbl pasMeLlaloTCs TakkKe B UH-
hopMaLMoHHOW cucTeme obLero nonb3oBaHUs — Ha ouumasbHoM caliTe defepasbHOro areHTCcTBa Mo
TEexXHNYeCKOMY perynpoBaHnio 1 MeTposorun B ceTu MHTepHeT (Www.rst.gov.ru)

© ISO, 2024
© OdpopmneHune. PreyY «NHCTUTYT cTaHgapTusaunmn», 2026

HacTosimii cTaHAapT He MOXET 6biTb MOTHOCTBLIO WM YACTUYHO BOCMPOU3BEAEH, TUPaXKMPOBAH U pac-
NpPoOCTpaHeH B KauyecTBe OMULMANBHOIO M3AaHus 6e3 paspelleHust defepasibHOro areHTCTBa Mo TexHUde-
CKOMY PEeryMpoBaHuio u MeTposioriu
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BBepgeHne

lMepBoe NoKoneHne MeAULUMHCKUX u3genvii Ans anarHocTuky in vitro (MBA) Ans mMonekynspHbIX uccne-
[OBaHNA Ha OCHOBE HYK/IEMHOBLIX KAC/OT ObI/I0 HALENEeHO Ha OGHapyXeHWe WM KOM4YecTBEeHHOe onpeje-
NleHne ofHON nocnefoBaTelbHOCTM HYKNEWHOBLIX KMCNOT (Hanpumep, BupycHoit PHK, MPHK nan reHomHoiA
OHK) B KnuHu4eckom obpasue. [OnA cpaBHeHWS MybTUNNEKCHOE MOJEKYNspHOe uccrefoBaHue ofHOBpe-
MEHHO uccnenyeT COAepXaHWe HECKONbKMX MHTEepPecyrLW X NociefoBaTelbHOCTE HYK/TEMHOBbLIX KACIOT B
OfHOW peakunoHHOW npobupke unu cucteme. PaspaboTka U KNUHUYECKOEe UCNOJ/b30BaHne MY/bTUNIEKCHbIX
MeAULUMHCKNX ycTpoicTe NB/ 6bICTPO paclumpsaTcs 6aarogaps TEXHOMNOrMY4eckoMy Nporpeccy M HOBOMY Bbl-
ACHEHMWIO K/IMHWYECKOIO 3HAYEeHUA MHOIMX 6uomMapKepos.

Mo cpaBHeHWO C uccnegoBaHMeM OAHOMW MULLIEHU MYJ/bTUMIEKCHbIE MOSIEKYNSPHbIE WCCefoBaHNS
TpebytoT 60/bLIEro KomyecTBa KOHTPosel, 60/1ee CO0XHbIX anropuTMOB OLEHKM addekTuBHOCTU/aHannsa
[OaHHbIX, a Takke 60/1ee C/I0XKHO UHTepnpeTaunn u npeacTasneHns pesynbtartoB [1], [2]. HekoTopble MynbTu-
naeKcHble cMcTeMbl aMnANULNPYIOT HECKO/IbKO MULLEHEen Ha OJHOM 3Tane peakuuu, a 3ateM pasfensiT ux
Ha peakuuun ansa onpepenieHns KOHKpPeTHOW mulleHn [3).

Na6opatopun moryT paspabatbiBaTb UcCnefoBaHUs CBOUMN cunamu («mccnefoBaHns, paspaboTaHHble
B nabopatopumn (LDT)», «in-house test» nnn «mccnegoBaHne co6CTBEHHON pa3paboTkmM»)* nam ncnonb3oBaTb
KOMMepYeCcK/ AOCTYMHbIE MY/bTUMNNEKCHbIE NCCeA0BaHUS C UCMO/Ib30BaHMEM Pa3INYHbIX TEXHOMOINA 1 Npu-
60pHbIX NnaTdopM. MynbTUNNEKCHOE MOJIEKYNAPHOE UccnefoBaHWe Mo3BOAAET MoJyYnuTb 60MbLIoe KOMu-
4eCTBO C/IOXKHOW MU MHOroo6pa3Hoi reHeTUYeCcKon MHopMauuKn, YTo co3faeT 3HauMTeNbHble TPYAHOCTU ONA
nabopartopuu B NfiaHe Hagnexallero uccnefoBaHus, nHTepnpetaumMm 1 npeactaBieHns AaHHbIX.

MpoBegeHne MynbTUMIEKCHOTO MOJIEKYNAPHOrO UCCNefoBaHUsA MO3BOJSET BbIABUTb 60/bLUOE KOIMYe-
CTBO reHeTMYeCcKux Bapuauuii B obpasLe, YTo MMeeT peluarllee 3HavyeHue 4719 ONTUMasbHOro fieyeHns nauu-
€HTa, a pekomeHgaLmm no nevyeHnto paspabaTbiBalOTCA Ha OCHOBE Pe3y/ibTaToB KOHKPETHbLIX MOJIEKYASAPHbIX
uccnenoBaHunid, NOSTOMY KpaiiHe BaXHO CTaHAApTM3UpOBaTh MHTEPMpeTaumnio 1 OTYETHOCTb pe3ynbTaToB MOo-
NeKyNApHbIX UccnenoBaHnii cpegn naboparopuii, NPOBOAALLNX 3TU UCCEA0BaHUSA.

HacTosawuin ctaHaapT onucbiBaeT TpeboBaHns 1 pekomeHaaLlmm no pasuyHbIM acnektaMm UHTepnpeTa-
UMM 1 NpefcTaBfieHns pe3ynbTaToB MY/IbTUM/IEKCHBIX MOJMIEKYNSAPHBIX UCCeL0BaHUA C Lenblo obecrnevyeHus
KayecTBa 1abopaTopHbIX YCyr MO NPOBeAEHNI0 TakuxX UccnefoBaHuii, Npu BHEAPEHUN MYSbTUNNEKCHbLIX MO-
NeKyNApHbIX UccnenoBaHnii Ha HYKIEUHOBbIE KACNOThbl AN KIIMHUYECKOro MCNO/b30BaHuS.

*B Poccuiickoii depepaunn ykasaHHble WUCCNef0BaHMS B COOTBETCTBUM C degepasbHbIM 3aKOHOM OT
21 Hoa6ps 2022 1. Ne 323-@3 «O6 OCHOBax OXxpaHbl 340p0BbA rpaxgaH B Poccuiickon degepaunn» O0THOCATCHA K
He3aperncTpupoBaHHbIM MeAULUHCKUM U3AENNAM 418 ANarHOCTUMKK in Vitro.
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HALULWOHANBbHBIN CTAHALAPT POCCUWNCKOWN SGEALEPALUMN

N3pgenusa meguuMHCKMe AN AUarHocTUKKY in vitro

MYNbTUNNEKCHBIE MOJIEKYNTAPHBIE METOAbI A4 ONPEAENEHWNA COAEPXAHUA
HYKNEVNHOBBIX KNCNOT

Yactb 3
VHTepnpeTauusa pe3y/bTatoB M OTHETbl 06 nccieaoBaHUAX

In vitro diagnostic medical devices.
Multiplex molecular testing for nucleic acids.
Part 3. Interpretation and reports

Jarta BBegeHua — 2026—09—01

1 O6nacTtb NpUMeHeHUs

B HacTosilwem cTaHAapTe npuBeAeHbl obLLMe TpeboBaHUA K UHTepnpeTaunm U OTYETHOCTU MO MYNbTU-
MAEKCHbIM MOJIEKYNIAPHLIM UCCMEA0BaHUAM, KOTOPble OAHOBPEMEHHO ONpeaenalT ABe Win 6onee Lenesble
nocnefoBaTeNbHOCTU HYK/EMHOBBIX KUCMOT, NpeAcTaBAsaoWmMX MHTepec. HacTosawmid ctaHgapT NPMMEHNM KO
BCEM MY/IbTUMNIEKCHbIM MeToAaM, UCNOoJib3yeMbIM A1 UCCef0BaHUSA C NOMOLbI0 MeAULMHCKUX n3genuii ans
anarHocTuku in vitro (MBL) v nccnegosaHuii, paspaboTaHHbix B 1abopatopum (LDT). B Hem cogepxutcsa nH-
hopmaLmsa kak 0 Ka4eCTBEHHOM, Tak U O KOJIMYECTBEHHOM WUCC/ef0BaHMAX LieNeBbIX NocefoBaTesibHOCTE
HYKNEWHOBbIX KMUCNOT.

HacToswwii ctaHgapT ycTaHaBnuBaeT TpeboBaHWS K NPOBEAEHWIO MY/bTUMEKCHbIX UCCNefoBaHUui,
NO3BONAILWNX OOHAPYXUTb UM KONIMYECTBEHHO OMNpPeAenuTb LesieBble NocsefoBaTelbHOCTU HYKNEeNHOBbIX
KACNOT YesioBeKka U ueneBble Noc/efoBaTe/lbHOCTU HYKEUHOBBLIX KUCAOT NATOreHHbIX MWKPOOPraHU3MOoB B
KNMHUYecKnx obpasuax YyenoBeka.

HacTtoawmii ctaHgapT NPMMEHMM K NI060MYy MorniekynspHomy WB/-uccnegoBaHuio, BbINMOMHAEMOMY
MeauuMHCKUMK nabopaTopusamu. OH Takxke npefHasHavyeH AN MCMNO/b30BaHUA KneHTamy nabopatopuid,
paspabotunkammn n npoussogutenamu KBJ, 6uobaHkamu, yypexaeHusaMn, KOMMepYeCcKMMU opraHusauuns-
MW, MPOBOAALMMUN BMOMeULMHCKUE UCCMef0BaHUs, W peryavpylolmnmmn opraHamu. Hactoawwmii ctaHgapt
He NpUMEeHNM K MeTareHOMHOMY MaccOoBOMY MapasfiefibHoMy cekBeHupoBaHuio (MIC), HO OH NPUMEHUM K
MY/IbTUNNIEKCHBIM MONEKYNAPHbIM MeTofdaM, BKYaa 168-cekBeHupoBaHue.

2 HopmMaTBHbIE CCbIJIKA

B HacToslleM cTaHAapTe UCMob30BaHbl HOPMAaTWBHbIE CChIJIKM Ha cnepyowme ctaHaapTel [ona gatu-
POBaHHbIX CCbIIOK MPUMEHSIIOT TO/IbKO YKa3aHHOe M3[aHue CCbIZIOYHOro ctaHjapTa, AN HeAaTupPOBaHHbIX —
nocnegHee magadHve (Bk4Yas BCe N3MEHEHUS)]:

ISO 15189, Medical laboratories — Requirements for quality and competence (MeguuuHckne nabopa-
TOopun. TpeboBaHUA K KaYeCTBY M KOMNETEHTHOCTHU)

ISO 21474-1, In vitro diagnostic medical devices — Multiplex molecular testing for nucleic acids —
Part 1. Terminology and general requirements for nucleic acid quality evaluation (MeguuynHckne nsgenusa ans
ONarHOCTUKK in vitro. MynbTUNNEKCHbIE MOMEKYNSAPHbIE METOAbl A1 ONpefAeneHns codepXaHust HyKNeuHo-
BbIX KMCNOT. YacTb 1. TepMuHonorus un obume TpeboBaHUs K OLEHKE KayecTBa HYK/IEUMHOBLIX KUC/OT)

M3pgaHue ouymanbHoe
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3 TepMUHbI 1 onpeaeneHns

B HacTosWweM cTaHaapTe npuMeHeHbl TepMUHbI N0 MCO 21474-1, a Takke cneaylowmnini TepMUH ¢ COoT-
BETCTBYHOLUUM OrnpegesieHnem.

TepmuHonornyeckue 6a3bl gaHHbix VCO 1 M3K gocTynHbl MO cAeaylowmum NHTepHeT-aapecam:

- nnatgopma oHnaiH-npocmoTpa MCO no agpecy: http://www.iso.org/obp;

- Qnektponegua M3K no agpecy: http://www.electropedia.org/.

31 aTan npouecca (process step): YacTb npouecca, koTopas fBASETCS NperMyLecTBeHHO caMofo-
CTaTOYHOIN M COCTOUT M3 OAHONM WM HECKONbKMUX OTAE/NbHbIX onepavLuii.

[MCO 10209:2022, 3.1.65]

4 O6wme TpeboBaHUSA

MynbTUNEKCHbIE MOMEKYNAPHbIE TeCTbl — 3TO MeAuunHCKMe usgenua VB[, koTopble Mo3BOASAKT Bbl-
ABUTb HECKOJIbKO MOC/ie0BaTe/IbHOCTEN HYK/TEMHOBbLIX KUC/OT OAHOBPEMEHHO, HanpyMep Ha OCHOBE METO-
gonornin mynetunnekcHon MUP, AHK-Mukpouunos n MIIC.

MHoronapameTpuyeckoe MOJIEKY/IAPHOE UCC/ef0BaHne — 3TO MOJIEKY/IAPHOE uUccnefoBaHne, KoTopoe
06beauHsIeT faHHble UCCNefoBaHWil HeCKONbKUX MepeMEHHbIX C NMOMOLLbI WMHTepnpeTaunoHHON yHKLMK
4N nonyvyeHus equHOro pesynbTarta A1 KOHKPEeTHOro naumeHTta. O6blYHO OH OCHOBaH Ha nnatdgopme mysb-
TUNNEKCHbIX MOMEKYNAPHbIX UCCNefoBaHuii, Hanpumep Ha uccnegosanun MnMPHK [5]. JononHuTenbHble pe-
KOMeHAauuu npuBefeHbl B NpunoxexHun B.

Bce 6onblle KNUHUYECKNX U KOMMEpYeCcKux nabopatopuii NnpoBoAAT MY/bTUNNEKCHbIE MOMEKYNsipHble
nuccnefoBaHUs U BbiAAKT COOTBETCTBYIOLME KAMHWYECKME OTYETbl, YTOObl NpeaocTaBuTb MHAOPMaLMIo ANs
NleyeHnss cBOMX naumeHToB. OHAaKO BbISIBMIEHHbIE aHANNUTbl 1 COOTBETCTBYHOLWAA UHhOpMALNSA B KaXA0M OT-
yeTe MOryT OT/INYATLCA M3-3a WUCMOMNb30BaHUSA pasHbIMKU nabopaTopusaMu pasfiMyHbIX MeToAWK (Harnpumep,
MynbTUnnekcHon MUP, AHK-mukpounnos n MIC), naHeneli (Hanpumep, KOMMepYecKux naHenein unu pas-
paboTaHHbIX fabopaTopureli naHesnen nccnegoBaHnin), MeTogmk oboraweHnss MueHel (Hanpumep, LeneBoro
3axBara unm MynbTunaekcHol MUP), nnarcopM CeKBEHUPOBAHWSA, Mep Mo ynyylweHuto, NpoLeccoB GUOUH-
hopmaTtmyeckoro aHanusa v 6a3 gaHHbIX (Hanpumep, Ny6/MYHbIX 6a3 AaHHbIX WK 6a3 AaHHbIX, CO3[aHHbIX
CaMOCTOATENbHO).

OCHOBbIBasICb Ha TOYHbIX pe3ynbTarax uccnefoBaHus, nabopaTopum AO/MKHbI NPOBOAUTL HAy4YHO 060-
CHOBaHHYI0 UHTepnpeTauuio nccnefoBaHuii n cosgasaTb TOUHbIE U MOMHbIE OTYETHI, 4TOOLI 06ecneyYnTb Hau-
NyYLWy0 ANarHoCTUKY W fleyeHre nauneHToB.

MpumevyaHne — [anbHeliwne ykasaHus no MMC npusegeHsl B MCO 20397-2.

5 VIHTepnpeTauua pe3ysbTaToB

5.1 O6uwme cBeneHns

MeTog nHTepnpeTauuu AO/KEH COOTBETCTBOBATb LeNN U AO0/HKEH ObiTb MOATBEPXAEH COOTBETCTBYIO-
LM BaNMAaunoHHbLIM nUccnefoBaHeM.

Nabopatopua Ao/mKHA UMETb AOKYMEHTMPOBAaHHbIE Mpoueaypbl UHTepnpeTaunn v npeactaBneHns pe-
3yNbTaToOB, BK/OYAsA a/iropuTMbl, NporpaMmHoe obecnedveHme n 6a3bl gaHHbIX. [poueaypbl MHTepnpeTalmm
[OMKHBI BKOYATb MEPbl MO MUHUMU3ALMM pUcka CyObeKTUBHOI TPaKTOBKN pe3ynbTaToB nccnefoBaHus.

MHdopMaLma 0 BHegPEHUN CUCTEMbI MEHEMKMEHTA KayecTsa B NpoLecc MHTepnpeTauun npusefeHa B
[7], koTOpbIA coaepXUT PYKOBOACTBO A5 opraHu3auuii no npumeHeHuto MCO 9001 ansa npuobpeTeHus, no-
CTaBKM, pa3paboTku, aKcnayaTauum 1 CoOnpoBOXAEHWUA KOMMbIOTEPHOIO NPOrpaMMHOro obecneyeHuns, a Takxke
0151 COOTBETCTBYIOLMNX BCMOMOraTe lbHbIX YCNYT.

PesynbTatbl MyNbTUMIEKCHBIX MOAEKYASAPHbLIX UCCNefoBaHuiA, HanpuMmep OBHapyXXeHHble BapuaHTbl U
KOMOMHMPOBaHHbIE 3HAYEHMA HECKOJIbKMX NepemMeHHbIX, OO/MKHbl ObiTb TWaTesibHO PacCMOTPEHbl COOTBET-
CTBYIOLLMM 06pa3oM MOAroTOBIEHHLIMU ChieLuManucTamMmm no MoOAeKYNSApHOM ANArHOCTUKE B KOHTEKCTE Kaxno-
ro cny4as, BK/oYas aHasin3 rmMcToNIorMYeckux U KNMHNYECKNX SaHHbIX.

Mepep npeacTaBfieHMEM OT4YETa HEOOGXOAMMO NPOBECTW KaTeropusaumio, OCHOBAHHYK Ha MOYyYEeHHbIX
OaHHbIX. FeHoMuKa — 3To BbICTPO passBuBatloLLasca 06nacTb, NO3TOMY KNMHMYECKOE 3HayYeHue Niboro Bapu-
aHTa B Tepanuu, AMarHoCcTukKe WUavM NporHo3e AO0/MKHO NMOCTOAHHO nepecMaTpuBaTthbCA.
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5.2 MeToabl MHTepnpeTaunn pesynbLTaToB

MeToapl aHanu3a pesynbTatoB MCCNefoBaHUA MOTYT pa3nnyarbCs B 3aBUCMMOCTU OT Leneli MCnonb30-
BaHWA uUccnefoBaHua M OT TOMO, ABAAKTCA N pe3yfbTaTbl UCCefOoBaHUSA KayeCTBEHHbIMU WX KOJIMYECTBEH-
HbIMW MO CBOEW mpupoge.

MynbTUNAEKCHbIE MOJIEKYNISIPHbIE UCCNefoBaHns, Takme kak JHK-Mukpounnbl, 1 METOLO0MMN Ha OCHO-
Be MIC Bk/oYaoT B Ce65 NabopaTopHbIA 1 6MOMHGIOPMATMUYECKUIA aHanIM3bl. BuonHopmaTnyecknii aHanns
OO/MKEeH BKNOYaTb MCMOJIb30BaHMe TeHOMHbIX 6a3 AaHHbIX, 6a3 AaHHbIX pedepeHCHbIX MnocnefoBaTesibHO-
CTeil, aHHOTaLMI0 1 KaTeropusaumio pesynbTaTos.

Mpn nHTepnpeTaLun pesyIbTatoB My/IbTUNNEKCHbIX MOMEKYAPHbIX NccneaoBaHuii nabopaTtopus 4oMX-
Ha yuuTbIBaTb TO, YTO HA NOJIOXMTE/bHYIO MPOrHOCTUYECKYIO LeHHOCTb (PPV) 1 oTpuuartesibHy0 NporHocTu-
yeckyto LeHHocTb (NPV) Kaxaoro nccnefoBaHus BAUSIET pacnpoCTPaHEHHOCTb MHTEpecyLWmnx 3abonesaHuii
WN COCTOSHWIA.

MHoronapameTpuyeckuii aHanus ¢ NCNoNb30BaHNEM anropuTMUYECKOTO aHanM3a ob6beuHseT pesy/ib-
TaTbl ABYX unn 6onee 6uomapkepoB c gemorpanyeckumn n KNUHUYECKMMU OaHHbIMU faumeHTa unun 6e3
HUX B a/IrOpUTM AN co3fdaHua Knaccudmkaropa, no3BoNALWEro pacnpegennTs NaunmeHTos Mno pas/imyHbIM
rpynnaM gnsi nocneyiowero KIMHUYEeCKoro HabnwaeHus. AnroputM MOXeT MpeAcTaB/isaTe coboli NpocTyto
NINHEHYI0 perpeccuoHHy0 Moaenb Unn 60nee CAOXHY HeNWHERHYI0 Mofenb, ecnyu 3T0 He06X04UMO.

Ecnn kK uccnepgosaHvio NPUMEHUMO OTCEYEHWe, ero crefyeTt UCNonNb3oBaTth A4J18 onpefenieHns KnuHuye-
CKOWi YyBCTBUTENBHOCTU U KITMHNYECKOW CneuudnyHOCTH.

Ecnn mHoronapameTpuyeckme BuAbl UCCMEAOBaHWUA, Takme Kak, Hanpumep, ucciegoBaHne Ha OCHOBe
MUPHK, co3palT Ha OCHOBE HECKO/IbKMX aHa/IMTOB (MpV 3TOM AMarHocTuyeckas LeHHOCTb OTAESIbHbIX aHanu-
TOB OTCYTCTBYET), TO pe3y/nbTaT AO/DKEH OblTb ONMCAaH C MOMOLLLI0 6anIoB prcka, a He C MOMOLLbI NoKa3aHwui
ONS OTAeNbHbIX aHa/IMTOB.

B cnyyae MHoronapameTpuyeckoro MoJsieky/IspHoOro nccnegosannsa (Hanpumep, nccnegosaHme MnPHK)
anropuTM 06beanHAEeT YPOBHM SKCMPECCUMU aHa/IMTOB U HOPMasiM3yeT X B eAVHbI/ YMC/I0BOW 6ann, KOoTopbIii
KnaccudmumpyeT NIOLER Ha rpynnbl € NOMOXUTE/IbHLIM, OTpULATESIbHBIM U, B HEKOTOPbLIX CAydasx, NPoOMexy-
TOYHbIM pe3ysibTatoM. MOCKOMIbKY BXOAHbIMW AaHHbIMW AN a/iroputmMa ABNAITCA UHAMBUAYaSIbHbIE YPOBHU
3KCMpPeccuMn aHasiMTOB MU UX KOHLEeHTpauuun, HeobxoAnMO KOHTPO/IMpOBaTb BaMAHOCTL anroputMma [2], [5].
JononHutensHble yKkazaHus NpuBeAeHbl B NPUIoOXeHUn B.

MocKonbKy NpW py4HOl MHTepnpeTauun CyLecTByeT BEPOATHOCTb YNYCTUThL BaXHY MHhopMauuio, no-
JNIYYEHHYI0 B pe3ysibTare My/bTUN/IEKCHOIO MOJIEKY/IAPHOIO UccnenosaHus, naboparopusm criefyet BHeapUTb
aBTOMaTU3UPOBaHHY NpoLeaypy uHTepnpetauum, OCHOBaHHY Ha CBOEBPEMEHHOM OBHOBMEHUU MHGOpMa-
LMOHHbIX 683 faHHbIX.

5.3 JokyMmeHTauus no 6uonHdopmaTnyecKomy aHannsy

NTabopatopua fomxkHa Ucnonb3oBaTh AOKYMEHTUPOBaHHbIE CTaH4apTHble OnepauuoHHble Npoueaypbl
(COM) no 6rvovHdopMaTuKe ANa aHanusa, MHTepnpeTauny n NnpeacTaBneHust pesynbTatoB. [onHoe pykoBoa-
cTBO no COI go/mkHO 6bITb AOCTYNHO Ha paboyem cTose uanM B pabouei 30He.

Nabopatopus fomkHa fOKYMEHTUpOoBaTh BCe anropuTMbl, NporpamMmmHoe obecneyeHne u 6asbl faHHbIX,
MCNosib3yemMble MpyU UCCe0BaHWUM, MHTepNpeTauni 1 NpeacTaBieHnn pesy/bTaTos.

Bepcun kaxaoro n3 aTux KOMNOHEHTOB B 06LLell 6GUMOMHOPMALMOHHONM cucTemMe AO/KHbI BbITh 3aperu-
CTpMpOBaHbl 1 NPOCAEXEHbI A1 KaXA0ro pesysbrtaTa naymeHTa.

[ns kaxaoro KOMMoHeHTa nabopaTopusi MOXEeT MCnosib30oBaTb 6a30BYH YCTAHOBKY MO yMOA4YaHuio, a
MOXeT HacTPOUTb NPOLEeCC, UCMOMb3ys anbTepHaTUBHbIE NapaMeTpbl KOHUrypauumn npu passepTbiBaHUN OT-
AeNbHbIX MHCTPYMEHTOB BMOMHbOpMAaTUKMA MK NPU 3anycke KOHKPETHbIX anropuTMoB. ITU afanTupoBaHHble
WHCTPYMEHTbI cneayeT UCMOMb30BaTb B TOW CTENEHW, B KOTOPOIM OHM HEe B/IMSKOT Ha pesy/bTaTbl UcC/lefoBa-
HWS1, X OHW MOTYT GbITb NOABEPrHYThI AOMNOIHUTE NBbHLIM 3Tanam NPOBEPKM U Bannaalun.

Nabopatopus AOMKHA AOKYMEHTMPOBATbL /06ble U3SMEHEHNWS, KOTOpble OT/INYAKTCA OT YKa3aHHON KOH-
durypaumum, a UMEHHO: KakMe napameTpbl, OTCEYKM U 3HAUYEHUS] NCNOJIb3YHOTCS.

Mpy onucaHuu npouecca 6MOMHGIOPMATUYECKOrO aHan3a nabopaTopus Ao/MKHA AOKYMEHTMpOoBaTb
o6WNiA pabounini Npouecc aHanmMsa faHHbIX W BKAKOYaTb BXOAHblE WM BbIXOAHblE (dainbl ANS KaxAoro atana
npouecca. na kaxaoro atana saboparopusi Ao/kHa pa3paboTaTb U 3a40KYMEHTMPOBAaTbL NpUeM/IEMblE Na-
pameTpbl KOHTPO/A KayecTBa A/ ob6ecnevyeHns 3afaHHbIX XapakTepucTuk.



FOCT P NCO 21474-3—2026

Tam, rge sTo nNpMMeHUMo, nabopaTopusi Ao/HkHa paspaboTaTtb M 3af0KyMEHTMpOBaTb Kputepun ANs
WMHTepnpeTauny BapnaHTOB U NapameTpbl MHTepnpeTalunun, BKIOYas NOPOroBble 3HaYEHUs, OLIEHKM KayecTBa
BapVaHTOB W MPOLEHT BbISABAEHHbIX anfenei.

[omkHO 6bITb MOATBEPXAEHO COOTBETCTBME HACTOSLLEMY CTaHAapTy.

NTabopatopusa Takke AO/HKHA AOKYMEHTMpOBaTb GUOMHpopMaTUYecKne NpoLecchbl, KOTOpble UCMNO/b3Y-
I0TCA ANA CoKpalw,eHUs 60MbLIOro Habopa [aHHbIX A0 KOHKPETHOro nepeyHst iM60 MPUYMHHO-CAEeACTBEHHbIX
cBsi3eli, NMMBO reHoB-kaHAMAATOB, IMG0 M TOro W Apyroro. Hanpumep, Npu aHanunse HacnencTBEHHbIX 3a60-
neBaHunii nabopatopus AO/KHA OOKYMEHTUPOBaTb MOAXOAbl, UCMOJb3yeMble ANS BbISIB/IEHUS PeLeCcCUBHbIX
(NaTeHTHbIX WU CKPbITbIX), [OMUHAHTHBIX (OTKPbITbIX WAN SBHbIX) U HOBbIX BapWaHTOB.

Tam, rge aTo NpMMeHuMo, 6ronHopMaTnyecke aHannsbl NPOBOAAT MYTEM BblPaBHUBAHUS NPOYTEHUSA
nocnefoBartesibHOCTU C pedepeHCcHOW nocnefoBaTelbHOCTbIO. Homep Bepcun pedhepeHCHOoN nocnefosa-
TEeNbHOCTU U feTann ee onncaHusa Takke LO/MKHbI ObiTb YKasaHbl. [JononHuTensHasa nHdopmauma npusegeHa
B [6].

BapuaHTbl f0/KHbI 6bITb NOMMEHOBaHbI B COOTBETCTBUM C MEXAYHAPOAHON HOMEHKIATYPOW, NCNONb3Y-
emMoii cTaHjapTaMy oTpacneBbiX opraHnsauuiil), 4To No3BosseT 04HO3HAYHO COOTHECTU MX CO CTaHOapTU30-
BaHHbIMW HOMEpamu, ykasaHHbIMW B CTaHAapTax.

Mo mepe yBenUYEeHUs KONUYEeCTBa MHTEPEecYLWMX MULLEHeRn B MyNbTUNAEKCHOM WCCnefoBaHuu N0X-
HooTpuuatesnibHble (J1IO) pesynbTatbl AN ONpefesieHHbIX NocnefoBaTeNbLHOCTE MOryT cTaTb 60s1ee npobne-
MaTW4HbIMU. B yacTHOCTM, credyeT obpaliaTe BHMUMaHUE Ha MULLEHb C HAMMEHbLUEN NPeACcTaB/IEHHOCTbIO B
ob6pasLe HyK/1IEMHOBOM KUCMOTbI.

Mo mMepe yBeNWYEHUA YMCNa UHTEpPEeCYLW X MULLEHe NOXHONOoNoXuTenbHble (/M) pesynbtarbl cTa-
HOBATCA BCe 6onee npobnematuyHbIMW. Hanpumep, BHYTPEHHWM OrpaHuyYeHVeM MUKPOUMMNOB SABASETCH
nepekpectHaa rmépugmsaumsa 30HAO0B C aHa/IOTMYHbIMWU NOocnefoBaTe/lIbHOCTAMM reHoma. Owmnbkn B nocne-
[oBaTeNbHOCTAX Takke MOryT BO3HMKaTb BO BpeMs amnandukaumy HYKNemHOBbIX KUCMOT, YTO NPUBOAUT K
HenpaBUIbHOMY OMNpefesieHn0 OCHOBaHM. CyllecTByeT Takke puck nonydeHus /M pe3ynbTaTtoB M3-3a KOH-
TaMmmHauum npu B3ATUM M 06paboTKe 06pa3LoB Gruomareprana. Takum o6pasom, BansoLme akTopbl 4OK-
Hbl GbITb OLlEHEeHbl COOTBETCTBYIOLIMM METOAOM, HarnpuvMep C NMOMOLLbI KO/IMYECTBEHHOr0 UccnefoBaHns ¢
OTCEKaKLUMUN 3HAYEHUSIMMU.

5.4 MOHUTOPUHI BMONHGOPMAaTUYECKOTO aHam3a

Ons 6rnonHhopMaTUecKoro aHanmsa MoJlyYeHHbIX AaHHbIX nabopaTopust Ao/HKHA OTc/exuBaTb Mof-
TBEPXAEHHbIE XapaKTepuCcTMKM NapaMeTpoB, BK/OYAs HAAEXHOCTb, TOYHOCTb M BOCMNPOM3BOANMOCTb Ha Kax-
oM 3Tane.

5.5 N'eHOMHbIe 6a3bl JaHHbIX

F'eHoMHble 6a3bl faHHbIX NPefocTaBAAlT UHOPMaLNO, HEO6XOAUMYIO A1 TOYHOW aHHoTauum u npu-
opuTesauuy BapuaHToB. JlabopaTopun AO/XKHbI cobngarb crefyllwme mMepbl NPefoCTOPOXHOCTU NpU UC-
nosib30BaHMM 06LWeA0CTYNHbIX 6a3 AaHHbIX:

a) noHWmMaTb cofepxaHue 6asbl faHHbIX W cnocob arperMpoBaHus AaHHbIX. JlabopaTtopus AO/KHA
U3y4nTb AOKYMEHTauuio uam nybnmkaunm, oTHOCALMECS K AaHHON 6a3e faHHbIX, YTOObl BbIACHUTb UCTOYHUK,
TUMN ¥ Ha3HayeHue 6asbl AaHHbIX;

b) 06paTnTb 0CO60E BHMMAHWE Ha OrpaHUYEeHUss KaxXOon 6asbl faHHbIX, YTOObl M3bexaTb Ype3mMepHOol
WHTepnpeTauun pesysnbTatoB aHHOTUPOBaHNUS;

C) nNoATBepAMTb Bepcuio peddepeHCHO nocnefoBaTeNlbHOCTN W AeTann COOopKM, a TakkKe CCbIIKU Ha
TpaHckpunTbl MPHK, 4uT06bI 06ecneunTb COOTBETCTBYIOLLYIO aHHoTauuio HGVS unu ISCN;

d) N0 BO3MOXHOCTU UCNO/Ib30BaTb rEHOMHbIE KOOPAMHAaTbI, @ He HoMeHknaTypy HGVS mnnn ISCN, 4To6bI
0[HO3HAYHO 3anpawmBaTb reHOMHble 6a3bl AaHHbIX;

€) OLEeHUTb KayecTBO NpefoCTaB/IeHHbIX TEHOMHbIX [aHHbIX, OCHOBbIBAACb Ha WUCTOYHWKE, Nny6smkaLuu
Unu Apyroil 6ase AaHHbIX, KOMMYECTBE KOHKPETHbIX 3anuceii (eAUHWUYHBIX UM MHOXECTBEHHbIX), [/y6uHe
uccnefoBaHusl, NUCNo/b30BaHUM COOTBETCTBYIOLWMX KOHTPOSEl, NOATBEPXAEHUN COMATUUYECKOro NPOUCXOX-

J1 O6wecTtBO Bapuaumini reHoma yenoseka (HGVS) (https://hgvs-nomenclature.org/stable/); BHyTpeHHAS cuctema
uuToreHeTnyeckoi HomeHknaTypbl yenoseka (ISCN) (https://iscn.karger.com/); MexayHapoAHbIii COH3 MUKPOBMoIornye-
ckmx obwecTts (https:// www.the-icsp.org/index.php/international-union-of-microbiological-societies).

4
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[EeHUs BapvaHTa, a Takke OYHKLMOHAa/bHbIX UCCNefoBaHUsAX M UCCNef0BaHMAX MNOTEHLMANbHOIO OTBETa Ha
NlekapCTBEHHbIE CPeACTBa,;

f) NPOBEPUTb KAuyeCTBO AaHHbIX O MaToNorMYeckoM AuarHo3e, ecny OHW npefocTaB/ieHbl (Hanpumep,
MEeCTO, AMarHo3 n nogTun).

MpumeuvyaHne 1— KobuwenocTynHbIM reHOMHbIM pecypcam OTHOCATCA: 6paysep reHoma KanndopHuiickoro
yHuBepcuteTta B CaHTa-Kpyse (UCSC Genome Browser), ENSEMBL, DECIPHER, Database of Genomic Variants (DGV),
Online Mendelian Inheritance in Man (OMIM), Genome Aggregation Database (gnomAD), The Human Gene Mutation
Database (HGMD), ClinVar, Catalogue of Somatic Mutations in Cancer (COSMIC) n gp. 6a3bl faHHbIX reHOTUMNOB U he-
HOTUMOB, KOTOPbLIE AOCTYMHbI B HauuoHanbHOM LEeHTpe 6uotexHosormyeckoin nHcpopmaumm (NCBI), a takke B LleHTpe
reHomHol anngemuonorun (Center for Genomic Epidemiology)2).

MpumeuvyaHne 2 — OO6WEOOCTYNHbIE FEHOMHbIE PECypCbl AfA AaHHbIX O FEHOMax naToreHOB BK/IHYaloT:
GenBank, EzBioCloud, KmerFinder, leBIBI, Type Strains Genome (gcType) Database, pubMLST, MycoBank n gp.3).

MpumeuaHune 3— Nextstrain — 3T0 NPOEKT C OTKPbITbIM UCXOAHBLIM KOAOM, HanpaB/eHHbI Ha CNOoJib30BaHne
Hay4YHOro 1 MefWLMHCKOrO NoTeHuuana faHHbiX O FfeHoMe naToreHos4).

5.6 Basbl gaHHbIX pedepeHCHbIX NocnegoBaTesibHOCTEN

Basbl AaHHbIX pediepeHCHbIX NocnefoBaTesIbHOCTeN NpefoCcTaBNAT NHAOPMALMIO O BEPCUUN NOCes0-
BaTe/NIbHOCTM reHoMa M COMYTCTBYIOLLYI0 UHOPMAaLMIO O YesIOBEKE N NaTtoreHax, Takyl Kak reHoMHble Koop-
AVHaTbl, AN OAHO3HAYHOrO NpeAcTaB/fieHVs BapuaHTOB Noc/nefoBaTes/IbHOCTEN.

BrnaoBas naeHTMuKaumsa naTtoreHoB MOXeT ObiTb NpoBefeHa Ha OCHOBE AaHHbIX CEKBEHWPOBAaHUSA re-
HOMa nyTem onpegeneHns 168-xapakTepucTuk WM ngeHTngukaymm KopoTkux yyactkos AHK, ncnonbsyembix
npu cbopke reHoma (Hanpumep, ngeHTndgukauusa /c-mepos).

B vactHocTH, B cnydyae ¢ MUPHK kaxpan nocneposaTesibHOCTb MMEET CBOK HOMMHauuo. HanmeHoBa-
HVe ¥ ux nocsiefoBaTeNlbHOCTW He Bcerga MoryT cosBnagaTb ApYr C APYroM, NOCKOJIbKY 6a3bl AaHHbIX HyK/e-
MHOBBIX KMCMOT (HanpuMmep, miRbase) NOCTOSIHHO OGHOBASATCA. Ha 3aperncTpupoBaHHbIli BapuaHT cnegyeT
ccblNaTtbCa N0 HAMMEHOBaHWMI0 6a3bl faHHbIX U MPUCBOEHHOMY HOMEpY.

5.7 geHTudmnkayms v aHHoTaums BapuaHToB

NaoeHTndmkauma BapmaHToB — BaXHelillas oTnpaBHas TOYka UHTepnpeTauuMm BapuaHToB B reHOMe ye-
noseka u natoreHos. CyllecTByeT MHOXECTBO MPOrpamMmMHbIX MHCTPYMEHTOB AN1A BbIABNIEHUA BapuaHTOB, KO-
TOopble npefHasHavyeHbl 419 BbIABNEHUS OAHOT0 KOHKPETHOro U3MEHEeHUs, Harnpumep OAHOHYKNeOoTUAHbIX Ba-
pvaHToB (SNV), MHAENOB, CTPYKTYPHbIX BApuaHToB 1 Bapuauuii umcna konuii (CNVs). Jlabopatopumn fO/KHbI

2) Bpaysep reHoma KanudpopHuiickoro yHmeepcuteta B CaHTa-Kpyse (UCSC Genome Browser, https://genome.
ucsc.edu), nHTerpupoBaHHasa reHomHas 6asa gaHHbix 1 6pay3ep reHoma (Ensembl, https://asia.ensembl.org/index.html),
6asa faHHbIX TeHOMHbIX Bapuauuii 1 eHOTUNMYECKNX NPOSIBIEHUIA HacneaCcTBeHHbIX 3abonesannii (DECIPHER, https://
www.deciphergenomics.org), 6a3a gaHHbIX F€eHOMHbIX BapuaHTOB (CTPYKTypHble Bapuauun, CNV un gp.) [Database of
Genomic Variants (DGV), https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3965079/], oHnaiiH-6a3a AaHHbIX MO MeHAenes-
CKOMY HacnepgoBaHuto y yenoseka [Online Mendelian Inheritance in Man (OMIM), https://www.omim.org], arpermpoBaH-
Has 6asza gaHHbIX NONyNAUWOHHBLIX TEHOMHbIX BapuaHToB [gnomAD (Genome Aggregation Database), https://gnomad.
broadinstitute.org], 6a3a gaHHbIX MyTauuii reHoB Yenoseka [The Human Gene Mutation Database (HGMD), https://www.
hgmd.cf.ac.uk/ac/index.php], 6a3a gaHHbIX KIMHUYECKN 3HAUYUMbIX reHeTudecknx sapuaHtoB (ClinVar, https://www.ncbi.
nlm.nih.gov/clinvar/), kaTanor comaTu4yeckux myTauuii Npu 3n10Ka4eCTBEHHbIX HOBOOOpa3oBaHuax [Catalogue of Somatic
Mutations in Cancer (COSMIC), https://www.sanger.ac.uk/group/cosmic-catalogue-of-somatic-mutations-in-cancer/], Ha-
UMOHasbHbI LeHTp 6uoTexHonornyeckon uHdopmauyumn [National Center for Biotechnology Information (NCBI), https:/
www.ncbi.nlm.nih.gov/].

3) MexgayHapogHasi 6a3a faHHbIX HYKIeoTuAHbIX nocnepoBaTensHocTein (AHK/PHK), noppepxvnBaemass NCBI
(GenBank, https://lwww.ncbi.nlm.nih.gov/genbank/), nnatcopma 1 6a3a gaHHbIX 4189 TaKCOHOMMWYECKOW naeHTUdMUKauum
N CpaBHUTE/IbHOTO FEHOMHOro aHasmM3a MUKpoopraHm3moB (Bknwuvas 16S pPHK u nonHble reHombl) (EzBioCloud, https:/
www.ezbiocloud.net), 6uonHopMaTMIYECKniA MHCTPYMEHT ANA MAEHTUMKALMN MUKPOOPraHM3MOB MO AaHHbIM CEKBe-
HMpOBaHMA Ha ocHOBe aHanuia k-mepos (KmerFinder, https://www.genomicepidemiology.org), oHnaiH-nnarcopma ans
(PUNOrEHETMYECKOTO aHanm3a n ngeHTudmkauum 6akTepuii No HykneoTuaHbIM nocnegosartenbHocTam (IeBIBI, https://bio.
tools/lebibipgp), 6a3a gaHHbIX TEHOMHbIX MOC/ef0BaTe/IbHOCTEN TUMOBbLIX (PedEPEHCHBIX) LWITAMMOB MWKPOOPraHW3MOB
[Type Strains Genome (gcType) Database, https://gctype.wdcm.org], ny6simyHas 6a3a AaHHbIX MY/IbTU/IOKYCHOIO CEKBEHC-
Tunnposanma (MLST) mukpoopraHmusamos [pubMLST (Public Multilocus Sequence Typing Database), https://pubmlst.org],
MexayHapogHasa 6a3a faHHbIX HOMEeHKNaTypbl U TakcoHoMmun rpubos (MycoBank, https://www.mycobank.org).

4) Nextstrain https://nextstrain.org.
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NOHUMAaTb OrpaHNYeHnst ITUX CPencTB OOHApPYXeHUs BapuaHTOB. JlabopaTtopusi fO/HKHA Hagnexawum obpa-
30M MpoBepATb U BanuanpoBaTb GBUONHOopMaTUYEeCKne NpoLecchl, BKIOYas KOMMeEpPYEeCcKn nNpuobpeTeHHble
61onHopmaTuyeckme nNporpaMmHble NPOAYKTbl AN obecneyeHns KayecTBa pesy/bTaros.

OfHUM M3 C/IOXHbIX acrnekToB aHHOTauuW BapuaHTOB SIBMSIETCA NepeBOf FeHOMHbIX kKoopAuHaT (T. e.
XPOMOCOMbI ¥ NO3MLMM) B COOTBETCTBYHOLLYIO cMCTEMY KoopanHat kKAHK/aMUHOKMCNOT 419 MHTepnpeTauuu.

OnpepfeneHHble METPUKN AN 0OHAPYXEHHbIX BAPUAHTOB AO/DKHbI ObITb BK/IOYEHbI B OLLEHKY BapUaHTOB
ANns nHTepnpeTaumMn. 3TO 0COHBEHHO BaXHO A1 MHTepnpeTauun CoOMaTtuyeckmx BapuaHToB B OTCYTCTBME Map-
HbIX HOPMasIbHbIX M AN OLEHKM KIOHAaNIbHOro pasHoobpasns onyxoneil.

Oco6yl0 OCTOPOXHOCTb cnefyeT NPosBAATL NPU OLEHKe BO3MOXHbIX remMaTo/1I0rMyeckux 3/10ka4yecTBeH-
HbIX HOBOOGpa30BaHWil, MOCKO/IbKY MHOTME reHbl, 0ObIYHO MyTUpYIOLLME NpU SIeliKeMUN U MUENOoANCNIacTu-
YyecKMx cMHApomax, MOryT Takke coMaTU4ecKkM MyTMpOBaTb B KPOBM 340POBbIX ftoAel (T. . Npu KNOHaIbHOM
reMoroase) u, ciefoBaresibHo, MOryT 6bITb OLWIMOGOYHO aHHOTUPOBAHbI Kak NosIMMopgU3MbI.

MpumeuyaHune 1— B MynbTUNAEKCHOM MOJSIEKYNSIPHOM WCCeA0BaHWM OnpefesieHHble nokasatenu obHapy-
KEHHbIX BapvaHTOB MOryT UMeTb pellatoliee 3HayeHue A1 UHTepnpeTauuMum BapuaHTOB, TakMe Kak KO/MYecTBO Mofa-
TBEPXAAKLWMNX YTeHWI (rnybrHa NOKpbITUA) 1 YacToTa anneneit sapmaHtoB (VAF).

MpumeuvyaHne 2— Mpu nccnefoBaHn XPOMOCOM C MPUMEHEHNEM MUKPOUMMNOB KapuoTun, Noa v gpyras reHe-
Tnyeckas nHgopmaunsa MoryT 6biTb BaxHbl 418 MHTepnpeTauuM BapuaHToB.

5.8 Karteropusauus sBapuaHToB

Kaxablii 06HapyXeHHbI BapuaHT A0/HKeH ObiTb KnaccuduuupoBaH Ha OCHOBe [oKa3aTesibHOro noaxo-
pa. K BapnaHtam otHocaTca SNV, nHAaesnbl, CANTbIE TeHbl, BO3HUKLLINE B pe3y/bTare reHOMHbIX NMepecTpoek, u
CNV. VHTepnpeTaumsa BpOXAEHHbIX MyTauuii Ao/mkHa OblTb cocpefoTovYeHa Ha NaTtoreHHoCTW BapuaHTa Ans
KOHKPETHOro 3a6onieBaHns UM NpUUYMHHOCTK 3abonesaHus. C Apyroil CTOPOHbI, MHTepnpeTaLmsa comartuye-
CKUX BapuaHTOB [0J/DKHA ObITb HanpaBfieHa Ha WX BAWSHWE Ha OKasaHwe MeAMUMHCKOW nomolwu. Bapuadt
MOXeT cumTaTbCs GMoMapKepoM, BAVAIOWMM HA MeAULMHCKYIO NOMOLLb, eC/lM OH onpegenseTt YyBCTBUTE/Ib-
HOCTb, PE3UCTEHTHOCTb, TOKCUYHOCTb, MPOrHO3 WM OTBET Ha ONpefesieHHY Tepanuio, WM UHbIM 06pasom
U3MEHSET MPUHATUE KIIMHUYECKNX PEeLLeHnid n3-3a CBOEero MpUCyTCTBUS WAN OTCYTCTBUS.

Mpn knaccudukauny BapwaHTOB NnabopaTopus AO/HDKHA Yy4uuTbiBaTb TpeboBaHWA, XapakTepHble AN
MYAbTUMIEKCHbIX MONEKYNSPHbIX UCCNefoBaHuii BoO BceM pabouem npouecce Ans obecrneyeHns TOYHOCTU No-
cnefoBaTtenbHOCTEW, Hanpumep 6onee cTporme TpeboBaHWS K KA4eCcTBY U KOMMYECTBY 06pa3uoB, YBeIMYeH-
HOe KONIMYECTBO KOHTPO/EN 1 6osiee CAOXHble anropuTMbl OLEHKA 3DEKTUBHOCTM/MCCNEA0BAHUA AaHHbIX
no CpaBHEHMWI0 C onpefeneHveM BapuaHTOB Mpu UCCNefoBaHWWM OAHON muweHun. MNogpobHas uHgopmauus
npusegeHa B NCO 21474-1 n NCO 21474-2.

®PYHKUMA reHa, Ha KOTOPYK MOryT 6bITb HanpaBfeHbl 0406peHHbIe WU UccneayemMble npenaparbl, Cny-
XUT KpUTEPUEM BK/IIOYEHWUSA B KNIMHUYECKME WCMbITaHWA, BAWSET Ha NPorHo3 3abosieBaHusA, nomoraeTt ycra-
HOBUTb AMarHo3 6one3Hn (Hanpumep, paka) wunam TpebyeT OoCcylecTBeHUA Mep HabnwgeHus ANa paHHero
BbIsSIBNIeHNs 3a6oneBaHus. TakuM 06pa3oMm, KMHUYECKOE BO3AENCTBME LOJ/IKHO BK/IKOUaTh TepaneBTUYeCKue,
NPOrHOCTUYECKMe, AMarHocTuyeckme u npodunakTuyeckme nencrteus. KnuHuyeckoe Bo3AelcTBME TOrO Wn
WHOTO BapuaHTa [O0/DKHO OonpefensaTbCs B COOTBETCTBUM C MMEKLMMWUCSA Ha AaHHbli MOMEHT foKasaTtesib-
cTBamu. [lokasaTesibCTBa, MUCMOMb3yeMble AN Knaccugukauuy BapmaHToB, MOryT ObiTb CTpaTUdULMpPOBaHbI
B 3aBMCMMOCTM OT WX 3HAYMMOCTW AN NPUHATUA KAVHWYECKMX PeLUeHuit (fononHuTenbHas uHgopmauus
npusegeHa B NPUoXeHun A).

OnpegfeneHve NatoreHHOCTW WU KIMHWYECKOro B/IMSIHWA BapuaHTOB Ha pas3BuTve 3aboneBaHus SAB-
NAeTcs OCHOBHOI 3ajadyeli. [eHOMHble U3MEHEHUS MOryT UMETb LUMPOKWI CMeKTP KIAMHUYECKOro MnpuMeHe-
HYS, BK/KOYAs AMArHOCTUKY, NPOrHO3, BbIGOP Tepanuu 1 MOHUTOPUHT fledeHus. PykoBoacTBa no KNUHUYECKOW
NpakThke 1 KpynHoMacliTabHble 6a3bl faHHbIX MyTaluWil OCTaloTCS OCHOBHbIMU MCTOYHMKAMU 40KA3aTe NbCTB,
Heo6xoaMMbIX ANns 3EKTUBHON OLEHKN KIMHWUYECKON 3HAaYMMOCTM TOr0 WM MHOTrO BapuaHTa. Crneuumanuct
B 06N1aCTV MOIEKYNAPHON MeAWLMHbI OO/MKEH OLUEHUTb AOKa3aTesibCTBa, NOMYyYEHHbIE U3 3TUX UCTOYHWKOB.

B nabopaTopmmn K/IMHNYECKOW MUKPOGMONOrMM A5 NOSyYEHU AEACTBEHHbIX Pe3y/nbTaToB MCMNOMb3YHT
Takue npouecchl, kak aHHOTMpOBaHve, BU3yannsaunsa n cpaBHeHue reHoMoBs, novck SNP/BapuaHToB v douso-
reHeTUYecknii aHanm3. KavHuyeckue NpUMMEHEHMs BK/IYAKT BbISIB/IEHWE YCTONYMBOCTU K MPOTMBOMUKPOOG-
HbIM MpenapataM, 4eTEPMUHAHT BUPY/IEHTHOCTU U MY/IbTU/IOKYCHOE TUMMPOBaHUE Moc/ef0BaTeNlbHOCTEN.
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MpumeuvyaHne 1— VHTepnpeTaumsa comaTUYeCcKMx MyTauuid n pekomMeHgaumu no NoTeHUMasibHbIM LeneBbiM
npenapatam 1 UCMbITAHUAM PEKOMEHAO0BaHbl COBMECTHbIMU pekomMeHfauusMy Accounaunv MOJeKynspHO naTonorum
(AMP), AMepurKaHCcKoro obLiecTsa KanHuyeckoii oHkonorun (ASCO) n Konnerun amepukaHckux natonoros (CAP) [10]5).

MpumeuvyaHne 2 — lpouecc kypupoBaHusa B 6ase Clinical Genome Resource (ClinGen) npegHa3HavyeH gns
MOMOLLM B OLLEHKE MPUYMHHOW CBSI3N MeXAy reHOM 1 60M1e3HbI0 HA OCHOBE 06LLeAOCTYNHbIX Aoka3aTenbcTs [11]6).

MpumeuvyaHne 3 — HaunoHanbHbIA LEHTP 6MoTexHonornyecko uHpopmaumm (NCBI) paspabotan wabnoH
4NS nonyveHus nHgopmaunm o heHoTMne BOCNPUMMUYMBOCTY K NPOTUBOMMUKPOOHLIM NpenapaTtam A8 opraHu3moB, npeg-
cTaB/ieHHbIX B 6a3e gaHHbIX BioSample [13].

6 OT4YeT 0 pe3ynbTaTax UccrenoBaHwi

6.1 O6uwme cBegeHuns

OTueT 0 pesynbTarax UCCNELOBAHUIA ABASETCA BaXHOW YaCTblo MY/bTUMNNIEKCHOTO MOMEKYNSPHOr0 MUc-
cnefoBaHMs U JO/MKEH coAepxaTb BCO MHhopMauuio, HEO6XOAUMYIO ANs TOTO, UTOObI BpaY, 3aka3bliBatoLunii
nccnefoBaHue, U NauneHT 3Haan, YTO MMEHHO 6bINI0 NCCefoBaHo, Kakue pesysbTaTbl ObLIN NOAYYeHbl B pe-
3ynbTare uccnenoBaHns, a Takke Nwobble AoNosHUTENbHbIE dhakTopbl A0, BO BpeMs U nocne obcnefoBaHus,
KOTOpble MOTYT NOB/VATHL HA KIMHUYECKYHD MHTeprpeTauuio pe3ynbTaToB. B 3ToM KOHTEKCTe To, YTO nccnepo-
BaHWe He 06HapyxuMBaeT (T. e. COOTBETCTBYIOLME OTpULaTe/IbHble pe3ysibTaTbl WM HEONTUMASIbHbIA curHan),
MOXeT 6bITb HE MEeHee BaXHbIM, YeM TO, UTO MccnefoBaHue obHapyxvBaerT.

Mpn nNpeacTaBeHny pesysbTaToB abopaTopust AO/HKHA yUYnUTbiBaTb BCe TpeboBaHus, NpeabsaBsieMble
K MyNbTUNNEKCHOMY MOJIEKY/IAPHOMY MCCMef0BaHNI0 B pamKax Bcero pabouero npouecca, Hanpumep, 6onee
cTporve TpeboBaHuNs K Ka4ecTBY M KONUYeCcTBY 06pasL0oB, YBENIMYEHHOE KONTMYECTBO KOHTpOsei, 6onee cnox-
Has oueHka 3h(heKTUBHOCTU, aNroOpMTMbl aHa/IM3a AaHHbIX U 6o/ee CNoXHas UHTepnpeTauus pesy/bTaTos,
4yeM npu UccnefoBaHUY OAHON MULLEHMU.

HenonHoe wnn HeuyeTkoe npefcTaBfieHMEe AaHHbIX MOXEeT MPMBECTU K KIUHWYECKMM olunbkam u He-
NpaBUbLHOMY BeAEHU naumeHTa. MOCKOMbKY KOMMIEKCHbIE K/IMHUYECKUE OTYETbl SIBASIOTCS OCHOBOM AN
onpegeneHns onNnTUMasibHbIX CTpaTernii nNevyeHus, KaMHuyeckue otyeTbl 6€3 COOTBETCTBYIOLLEN KINHUYECKON
MHTepnpeTaLMn reHoTUNoB U C HeAOCTATOUYHOl MHOpMaLMeli 0 TekapCTBEHHbIX NpenapaTax MoryT 3aTtpya-
HWTb Bpayam paclundpoBKY AaHHbIX U MPUHATUE COOTBETCTBYHOLNX Mep. [M03TOMy B OTYeTax AO/mKHaA ObiTb
XOpOLLUO AOKYMEHTUPOBaHa Hay4HO 060CHOBaHHas knaccudukauns BapnaHToB, CBA3aHHbIX C 3a60/1eBaHNeEM.
WHdopmaLumsa o nekapcTsax noABepXeHa 4acTbiM M3MEHEHVAM U HaXOAWTCA B KOMNETEeHUUW Bpada, MHTep-
NPeTUPYIOLLEro KTMHUYECKUA OTYET. EC/IM OTYET COAEPXMUT CCbIIKM Ha NekapcTBa/neyveHne, 3T CCbIIKN A0JTK-
Hbl 6bITb 4OCTOBEPHBLIMMU.

MpoTOKOMbI AO/MKHbI BKAOYATL pesy/nbTaTtbl, a Takke KOHKPeTHble CBefeHWs O napameTtpax, KoTopble
0Ka3blBAlOT HENOCPeACTBEHHOE B/IMSHME HAa MPUHATUE peLUeHWid, TakMx Kak KkauecTBo obpasua (Hanpumep,
ncxogHasa AHK, nokasatenn KOHTPOMA KayecTBa), METOAOOMMA 1 3fieMeHTbl 3D EKTUBHOCTN UCCNef0BaHNs,
Hanpumep npegen obHapyxeHua s nnar@opmbl Mukpoumnos, LODP (LOD).

CBoiicTBa MeTofa nccnefoBaHus [Hanpumep, YyBCTBUTENbHOCTb, cneumduyHocTs, LODP (LOD) n mu-
HUMasbHas rnybuHa oxeBaTa CeKkBeHUMpoBaHWEM] U KONNYECTBO McxoaHoi OHK SBnA0TCA OCHOBON ANSA BbiSB-
NeHnsa noxHooTpuuaTenbHbiX (JIO) unn HeygauHbIX pesynbTaTos.

B oTueTe HEOOGXOAMMO MCMNONBL30BaTb MEXAYHAPOLHO MPUHATYIO TEPMUHOIONMIO U CTAHAAPTHYO HOMEH-
KnaTypy, HanpumMmep cTaHfapTHble MeTOAbl ONMCaHUsA HYKNeOoTUAHbIX NociefoBaTeIbHOCTE.

Mpn nccnegoBaHUsAX reHOMOB YesioBeka A0N0SHMTENbHAA MHpopMauns, Takas Kak naeHTUdUKaLoH-
HbIi HOMep 1 Bepcusa ans TpaHckpuntoB MPHK [Hanpumep, NM_004333.4(BRAF):c.1799T>A (p.Val600Glu) n
3/10ka4YecTBeHHas mMenaHoma) u onpegefnieHne rpaHul, 3K30HOB, OYEHb BaXKHa AJ/11 COCTaB/IEHUSA NpPaBU/IbHOWN
HOMeHknaTypbl BapuaHToB B HGVS.

B oTueTe A0/KHbI GbITb YETKO OMMCaHbl METOA MCCNeAoBaHNs U orpaHnyeHust. KnMHuyeckue pekoMeH-
Jauun foMmKHbl BbiTb KPaTKMMW Y COOTHOCUTLCA C pesy/sibTaTamMu rMCTON0OMMYECKUX U KIMHUYECKUX uccnepno-
BaHWiA, €CcAn 3TO NPUMEHMMO.

5) Accoyumaums MosnekynsapHoli natonorum (AMP) https://www.amp.org, AMEPUKAHCKOE 06LeCTBO KIIMHNYECKOW OH-
konorum (ASCO) https://www.asco.org, Konnegx amepukaHckux natonoros (CAP) https://www.cap.org.

6) Pecypc knuHnyeckoro reHoma (ClinGen) https://clinicalgenome.org.
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OTyeTbl AO/MKHbI ObITb CTATUYHLIMMK, @ JaTa WX BbiNycka AO/MKHA GblTb YETKO yKaszaHa; OHM He 06si3a-
TeNbHO A0/HKHbI aBTOMATMUYECKM OT3blBaTbCS WU MepeBbINycKaTbCA, WKW U TO, W APYroe, Korga nosiBAsoTCA
HOBble MeAMLUMHCKME Hay4Hble AaHHble. [OCKosbKY MeauuMHcKas Hayka GbICTPO pasBuBaeTcs, slaboparto-
pusiM cnefyeT OXuaaTb, UTO BO3MOXHOE MOBTOPHOE VMHTEpNpeTVpoBaHue pe3ynbTaToB npeablaylinx uccre-
foBaHuii. CnepyeT paccMoTpeTb BONpoc 0 pa3paboTke npouecca 06HOB/IEHWSI OTYETOB MO chneuuasibHoMy
3anpocy. Slabopatopusi AO/HKHA PaccMOTPETb BO3MOXHOCTb [06ABMEHNSI KOMMEHTapWs O TOM, YTO OTYeT OT-
paxaeT 3HaHWs W NOMMTUKY, AEWCTBYIOWME HA AATy COCTaB/IEHNS OTYeTa, U He ByAeT aBToOMaTU4Yeckm 06HOB-
NATb O0TYeT 6e3 cneyuanbLHOro 3anpoca.

6.2 J/IEMEHTbI OTYETHOCTU

MpoBeaeHbl nccnefoBaHns, nNofyepkuBaroLine BaXHOCTb TOYHOW MAeHTUmKaumm naumeHTa n obpas-
Ua, a TaKke UCNO/b30BaHWA 3akIlyeHnlii 0 pesynbTatax nccnefoBaHns U BCECTOPOHHEN KIMHUYECKON NHTep-
npetauuu.

OTN KPUTEPUN OLEHKN BKNHOYAKOT NATb OCHOBHbIX KOMMNOHEHTOB: UAEHTU(UKaALMIO nauneHTa, naeHTndu-
Kauuio obpasua, nHTepnpeTauuio pe3ynbLtaTtoB UCCNefoBaHuA Y MeTOL0/I0TMYEeCKMe AeTasu, a TakkKe OLeHKY
TOYHOCTW onpefesieHuns, LesiIoCTHOCTM OTYETHOCTU U AOCTATOYHOCTM MHAopMaLmUu.

OueHKYy 06HapyXeHHbIX BapvaHTOB aHa/n3npylT Ha OCHOBE COAEpXaHWs COOTBETCTBYHOLLEN naHenwu,
LODP (LOD) u npegnonaraemblx pe3ynbTaToB. BapuaHTbl, BbIXOAsWMe 3a npefesbl onpenesieHHoro BbisB-
NIeMOro guanasoHa, He O0/DKHbl YYMTbIBATLCA B NPOLEecce OUeHKN. Pe3ynbTatbl NOXHO oTpuuatesibHble (MO)
N NoXHononoxutensHsle (JM), Ans KOTOPbIX 3aperncTpMpoBaHHbI/i reHOTMN OTAnYaeTcs OT OXuAaeMblx pe-
3y/1bTaToB, C/liegyeT paccmaTpMBaTb Kak KpUTUYeCKMe OLIMOKM, MOCKOSIbKY 3TO MOXET MOBMWNATb Ha KIWHWU-
yeckoe BefeHve. Kpome Toro, k owmbkam crnefyeT OTHECTW pes3ynbTaTtbl, B KOTOPbIX F€HOTUN npefcTaB/ieH
HWKe 3asBneHHoro LODP (LOD) (6e3 gononHUTENbHOW NPOBEPKM WUAN 06bACHEHUS), NOCKO/bKY sabopaTto-
puvn, npegnararLme AMarHocTnyeckne MyTaunoHHble uccnefoBaHna 06bekTos (Hanpumep, LoHK), JomkHbI
NPOBOAMUTL NCC/efoBaHNe Ha BblbpaHHble KIMHUYECKN 3HAaYMMble BapUaHThl.

MoMnMO OGHapYXEHHbIX BapuaHTOB OTYET AOJ/DKEH cOAepXaTb W ApYyrve 3/IeMeHTbl, KOTopble MOryT
6bITb BaXHbI ANA 60M1ee TWaTeNbHOr0 aHanusa pesynbTaTtoB WM ANS CPaBHEHWS C APYTMMW pesynbTatamu,
NONIyYEHHbIMW Y AAHHOr0 NnauueHTa C TeYeHNEM BPEMEHM, TakMe Kak reHoOMHble KoopauHatbl, cbopka reHoma
1 pediepeHcHasa nocnefoBaTes/ibHOCTbL TpaHckpunTa/nartoreHa (Hanpvmep, PRINA183844)7), npu ycnosuwu,
4yTO 3Ta UHopmMauusa He OTBJIEKaeT NnaumeHTa M Bpaya OT MHTepnpeTauuMm HenocpencTBEHHO 3HAaYMMbIX OC-
HOBHbIX 3/1EMEHTOB OT4YeTa. B CBA3M C 3TUM MOXET 6bITb Lies1Iecoobpa3Ho BKNHOUNTL 3TY MHQIOpMaLMIO B BUAE
Tabnvubl B KOHLUE pasfena wiu B APYroli pasfen ¢ pacluvpeHHbIM OnMcaHuem pesynbTaToB, BHE OCHOBHbIX
pe3ynbTatoB. VAF 1 oxBaT [0/MKHbI ObiTb OLEHEHbl M BK/OYEHbl B OTYET, Korga 370 Heobxoaumo. B oTyeTe
OO/MKHO ObITb YKa3aHO OrpaHvyeHme oxsarta CeKBEHWPOBaHUA A1 UCMO/Ib3yeMOoro uccnegosaHusa. Bee reHbl
N «ropsiuvie TOUKM» Unu 1 Te, 1 Apyrme, He COOTBETCTBYOWME MUHUMATbHO HEOOXOAMMbIM KPUTEPUSAM NOKPbI-
TUSA CEKBEHMPOBAHWEM, [O0/DKHbI ObITb YKa3aHbl B OTYETEe Kak HeydauHble.

OTYeTbl He JO/IKHbI OrPaHNYMBATBLCA NONOXUTENbHbIMU pe3ysbTatamu. Heobxoanmo coobuwars 0 3Ha-
YMMbIX OTpULATENbHBIX pe3ysibTaTax C y4eToM crneundukn 3abonesaHns. OTpuuartenbHble pesynbTaThl J01K-
Hbl 6bITb BK/1IOYEHbI ANS KOMOUHaUWA NekapcTB 1 6one3Heli ypoBHSA | [HanpumMep, oKoHYaTeslbHOe OTCYTCTBUE
MyTauun peuenTtopa anuaepmasnbHoro gpaktopa pocta (EGFR) y naumeHTa C pakoM JIerkoro wim okoHva-
TeNbHOe OTCYTCTBME MyTaumu romosnora B (BRAF) BUPYCHOro OHKOreHa MbILLMHOWM capkoMmsbl V-raf y naymeHTa
C MenaHoMoli], gna npeanonaraemblx natoreHoB (Hanpumep, Salmonella enterica y nauneHTa c 3HTEPUTOM
NULLEBOrO NPOUCXOXAeHns). HeonpeaeneHHOCTb, €C/iM OHa MMeeTcsl, [o/KHAa ObITb OTpaxeHa B oTyeTax. B
Hee BXOJAT BOMPOCHI KayecTsa MnocnefoBaTenNbHOCTH, afeKBaTHOCTU obpasua, NPUCYTCTBUSA ONyxonu n 6umo-
MeANLMHCKNX 3HaHWIA.

6.3 CogepxaHne otyeTa 06 nccnegoBaHumn

OT4eTbl 06 NCCNefoBaHUN AOMKHbI CoAepXaTb NHGOPMaLIMIO, HEOBX0AMMYHO 418 UHTeprnpeTauum pesysib-
TaTtoB uccnefoBaHus (0T4eTbl 06 MccnefoBaHUN LOMKHbI COAEPXaTb AOCTATOUHYIO MHAIOPMALMIO 418 NOMb30-
BaTesieil, BKIYas COOTBETCTBYIOLME MeANLVHCKUE NHTepnpeTauun, UMetoLwme KInMHMYeckoe 3HavyeHune).

VHdopmaLumsa, Heobxogumasa ANs MHTepnpeTauuu pesysbTaToB MCCNefoBaHus nocsefoBaTeflbHOCTU
reHoma 4enoBeka, BKIHOYAET KIMHUYECKME [aHHble CyObekTa, re03THUYECKYI MPUHAANEeXHOCTb, KIUHWYe-
CKYI0 YyBCTBMTE/IbHOCTb N MHGDOpMAaLMIO O NoNy4eHHOM obpasue buomaTtepuana.

7) BwuonpoekT NIH https://www.ncbi.nlm.nih.gov.
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OT4yeT 06 uUccnegoBaHMn AO/MKEH OblTb YETKO CDOPMYIMPOBAH, YTOObI NOMb30BaTE /b MOM MOHATb K/U-
HU4Yeckyto ahPeKTUBHOCTb 1 OrpaHnMYeHns pe3ynbTaTtoB UccnefoBaHns. Ecim KonuMyecTBO M KayecTBO MOSy-
YeHHOro obpasua MOXEeT MOBNAUATb Ha pe3ynbTatbl, 3TO AO/HKHO ObiTb Yka3aHO B OT4yeTe.

B otueT 06 nccnepoBaHumn fosmkHa 6biTh BKOYEHA cnegytowas nHopMmauus:

a) Heo6XoAMMOCTb MeANKO-TEHETUYECKOro KOHCY/IbTUPOBaHMSA KBaNN(UUMPOBaHHbLIM CreLmanncTomMm,

b) BO3MOXHbIE PUCKN B CEMLE;

C) MHpopMaunsa 0 HeobXo4MMbIX AONOSTHATENbHBIX UCCIEe40BAHUSX.

OCHOBHOI TeMOIl OT4eTa ABNSETCA reHeTU4eckoe uccrefoBaHWe, HO B HEKOTOPbIX cryvyasx npeano-
naralTcs Takke UccnefoBaHua HYKNEeWHOBbLIX KUC/IOT Ha MaToreHbl Y MOJIEKYNAPHbIE UCCNefoBaHuA Ha Co-
MaTU4eckue reHHble N3MeHeHus.

K nToroBoMy oTyeTy AO/DKHA ObiTb MPUIOXKeEHA BCA UHGopmauusa o6 uHTepnpetauuy pesybLTaTos,
BK/IOYaA MHopmaumnio o0 TOM, Korga uccrefosaHune 6b1/10 NOBTOPHO NepefaHo Ha ayTCOPCUHT (B APYryH0 wuiv
[ONOMTHUTENbHY0 NabopaTopuio).

Nabopatopusa fo/mkHa onpeaenuTb KpuTepun N8 NoAyYeHUs MHgopmauun 06 MuKpoopraHuamax, Ko-
TOpble UMEIT BbICOKWI KIMHUYECKUIA MHAEKC MHCPOPMaTUBHOCTU, B 3aBUCUMOCTU OT nmpejrnonaraemoii uenu
nccnepoBaHus. MNatoreHol cnegyet oTanyaTb OT UX B6U3KUX K HUM MUKPOOPraHn3moB. [aHHble 0 dpeHoTUnum-
Yyeckoli BOCMPUMMUMBOCTU TEHOB YCTONYMBOCTU K MPOTUBOMUKPOOHLIM npenapatamMm U q)akTopbl BUPY/IEHTHO-
CTW MOTYT ObITb NPefACcTaB/ieHbl B BUAE NMOAMHOXECTB B CYLLECTBYIOLWMX 6a3ax faHHbIX.

JononHntenbHasa uHdopmauusa o cogepxaHuun otyeta 06 nccnegosaHmm npmeegeHa B MCO 15189. [o-
NOMIHUTESIbHbIE YKa3aHUA NpuBefeHbl Takke B NpunoxeHusx A, B un C.

6.4 CoobLweHne 06 0O6HapYXeHHbIX BapuaHTax

PekomeHayeTCcs npefocTaBuUTb NOSICHUTESbHbI KOMMEHTapuUii K 06HapYXEeHHbIM reHeTUYeCcKUM n3Me-
HEHUSIM, KOTOPbIA HEOo6X0AMM A718 MPUHATUA 0OOCHOBAHHbLIX YNpPaB/ieHYECKUX PeLleHUn B pamkax KAWHMKO-
NaToNorMYecKoro KOHTekcTa. 370 He06X04MMO AN MyTauuil C BblpaXXEHHON WM MOTEeHUMasbHON KAnHuUYe-
CKOW 3HaYMMOCTbIO (Hanpumep, ypoBHU | 1 II), Kak peKkoMeHA0BaHO COBMECTHbIM KOoHceHcycom AMP u CAP
(oononHuTenbHasa MHgopMaLmsa npusBedeHa B npuaoxeHun A). MNMoapobHbIA aHann3 BapuaHTOB C HEW3BECT-
HOIi KTMHWYECKO 3HAYMMOCTbIO (HanpumMmep, BapuaHTbl YpoBHS Ill) gommkeH 6bITb cbanaHCUMpPOBaH C LesbH Co-
XpaHeHus Hanbornee BaxHON MHOPMaUUM B OTYETaX B KpaTKON, YeTKOW v HarnsgHoi dopme. KoMMeHTapum
MOTyT BK/OYaTb (PYHKUMOHANIBHYIO, MPOrHOCTUYECKYI0 WX MpefcKa3aTesibHyl0 3HaYMMOCTb BapuaHta A/
KOHKPETHOro Tuna 3abosieBaHnst, BANSHUE Ha OMOXMMUYECKUIA NyTb (MYTW) U pacnpoCTPaHEHHOCTb MNP COOT-
BETCTBYIOLMX 3a60/1€BaHUAX.

PekoMeHgauun [OMKHbI ObITb, NO BO3MOXHOCTW, OGOCHOBAHHbLIMW W OCHOBAHHbLIMW Ha [oKas3aTelb-
ctBax. OfHaKo pekoMeHAauumn AO/MKHbI ObITb KpaTKMMU U TWaTe/IbHO CPOPMY/IMPOBaAHHbLIMU, C NOHUMAaHUEM
TOrO, YTO peLUeHUs O JIeYEHUN NN APYTOM BeAeHUW nauueHTa OCHOBbLIBAKTCHA Ha MHOXECTBE MeWLMHCKOM
nHhopmMaL M, NOMUMO FreHeTUYECKUX U3MEHEHWIi, MHOTMe M3 KOTOPbIX HeAOCTYMHbl Ccrleuuanncty no mosne-
KyNSipHOW AMarHocTuke, BblAalolemy 3akniouveHne. MeToabl eYeHnst OCHOBbLIBAKTCA Ha MHOTMX dhakTopax,
NOMUMO AMarHo3a, ykasaHHOro B 3asiBKe Ha uccnefjoBaHve, 1 reHoTMna wuayM ypoBHS 3KCNpeccuu nocneposa-
TeNbHOCTEW HYKTeOoTUAOB, BbISBMIEHHbIX B X04e UccnefoBaHus. Yacto aTv dpakTopbl HEU3BECTHbI cneunanu-
CTy, Bbljawolemy pesynbTaTbl (Hanpumep, HanMune CONyTCTBYIOLWMX 3ab0neBaHuil, Taknx kak HenepeHocu-
MOCTb [/1I0KO3bl, ayTOMMMYHHbIE 3a60/1eBaHNA UM CepAeyHas HefoCTaTOUYHOCTb), U HeyyeT 3TuX (hakTopos
npyY Ha3Ha4YeHUW KOHKPETHON Tepanuu MOXeT NPMBECTM K 3amellaTenibCTBY, KOHMAWKTY Mexay naluueHToMm
N MefULMHCKUMK paboTHVKaMK, a Takke K onaceHusM. PekoMeHgauuu No siedeHuto B oT4eTe nadoparopum
no MyfnbTUMIEKCHOM MOMEKYNSAPHOR AMArHOCTUKE AO/XKHbI OblTb OCHOBAHbl Ha (haKTUYECKUX AaHHbIX, COOT-
BETCTBOBAaTb AMarHo3y 3abofieBaHus nauueHTa W cogepxaTb (OPMYNMPOBKY, AalOLLyl MOHATb, YTO OT4yeT
CoAEePXKUT 0600LLEHHbIE PEKOMEHZALMN MO JIEYEHUIO, BK/OYaKLWmMe gaHHble, AOCTYNHble nabopaTtopuu (T. e.
OMarHo3 u reHoTur), HO 3TW AOMOJSIHUTESbHbIE (DaKTOPbl AO/MKHbI ObITh YY4TEHbI NPU COCTaBNEHUM MNNaHa ne-
YeHVa ON8 Kaxoro KOHKPeTHOro nauveHTta. He cnefyeT gaBaTb pekoMeHAauny no npoBeAeHn0 KOHKPeTHbIX
KMHWYECKNX UCCNef0BaHUi, A0NyCTUMbI 06LiMe 3asBfieHMs 0 OOCTYNHOCTU COOTBETCTBYHOLMX MCCefoBa-
HWIA UIN CCbINKU Ha pe3ynbTaTbl 0Ny6NKOBaHHbIX UCCNef0BaHWA.

6.5 NpepcrtaBneHne BTOPUYHBLIX pPe3y/ibTatoB

KnuHnyeckn 3Hauymmble reHeTuyeckne HaxoAKu, He CBA3aHHble C (*)EHOTVII'IOM, MOTYT BbIABIATLCA Kak
npun npoBeaeHnn LeneBoro CeEKBeEHNpoBaHMA, Tak N Npu CEKBEHMPOBaHNN BCEro reHoma. I'Ia6opaTopMﬂ A0J1K-
Ha 3HaTb O BO3MOXHOCTU O6Hapy)KeHVIFI BTOPUYHbLIX K/IMHNYECKN 3Ha4YUMbIX Pe3ynbTaTtoB W A0/KHa UMETb
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NOSITUKY B OTHOLLEHWW TOrO, BYAYT /M 3TU pe3ynbTaTbl COOOLAaTLCA B TEX UCC/EA0BaHUAX, I4e TakMe BTOpUY-
Hble pe3y/ibTaTbl OXMAAKTCS, Hanpumep B MccrefoBaHMaX ak3oma [14].

Nabopartopun MoryT pa3pabotatb CBOH COOCTBEHHYIO MOMINTUKY B OTHOLIEHUW Nepefayn BTOPUYHLIX pe-
3ynbTaToB. ECnv nonntuka nabopatopumn 3akioyaeTcsa B TOM, YTOObl He coobLiaTtb 0 BTOPUYHBIX pesysibTaTax
UM OrpaHu4YMBaThb KX yKasaHWeM Ha BapuaHTbl, CBSA3aHHble C onpenefieHHbIM 3abofsieBaHnMeM, 3TO AOHKHO
ObITb YETKO yKa3aHO B oTyeTe nlaboparopuu Mo MccnefoBaHusaM, TAe OXMAAKTCA BTOPUYHbIE pe3ynbTarhbl.
B otyete 06 uccnefoBaHUU [OMKHO ObITb yKa3aHO, YTO MOSIMTUKA B OTHOLIEHUM COOOLLEHUA O BTOPUYHBIX
pesynbTarax 4oCTynHa no 3anpocy.

OrpaHuyeHHbI aHann3 NocnefoBaTeNlbHOCTU NaHeNn reHoB, MMEeKLLMX OTHOLIEHUe K AMAarHOCTUKE KOH-
KpeTHOoro 3ab6onesaHns (C NOMOLLbIO LLe/1IeBOro CEKBEHMPOBAHUSA NN LeNneBoro GMoONH(opmMaTMyeckoro aHam-
3a), MOXET OrpaHVynTb, HO HEe UCKNHUYNTL BO3MOXHOCTb BTOPUYHbIX HAXOAOK. DTO MOXET BKNOYaTb BbIsIBNEHME
BapuaHTOB, OTHOCALLMXCA K ayTOCOMHO-AOMWHAHTHLIM (SIBHbIM) 3a60/1€BaHNAM, CTaTyC HOCUTENSA PeLeCCUBHbIX
(naTeHTHbIX) 3a60/1eBaHNii, NPeapacnoNOXeHHOCTb K AOMUHAHTHbIM (SIBHbIM) 3a60/1€BaHnAM, BO3HMKAKLWUM B
3pesiom Bo3pacTe (BK/IOUas OHKoIormyeckue 3aboneBaHns v HelipofereHepatuBHble 3abonesanus), U annenein
peakumy Ha nekapCcTBeHHble npenapaThbl, U3BECTHbIX KaK papmakoreHeTuyeckne Mapkepsl.

PekomeHgaunn AmMepuKaHCKOro konnemka MeanunHckoi reHetnkn (ACMG) o0 BTOPUYHbLIX pesynbTaTax,
UMEKLWNX MeAULUHCKOE 3HayeHue, BKIYaT MUHUMasbHbIA NepeyeHb reHoB, O KOTOPbIX pPeKkoMeHAyeTcs
coobLaTb, ecnm 06HapyXeH U3BECTHbIN NaTtoreHHblli BapuaHT. JlabopaTtopuy MOryT N0 CBOEMY YCMOTPEHUIO
cnepfoBaTb AaHHbIM pekoMeHOaLusaM.

JTnyeckme coobpaxeHns Takke AO0/DKHbl MPUHMMATbLCA BO BHMMaHue npu NPUHATUKM peLleHus O pac-
KPbITUN OnNpeAenieHHol reHeTMyecko nHdopmaLmm naumeHTam.

CTeneHb pucka, CBA3aHHOIO C PaCKpbITUEM MHAIOPMALMKN O Cly4YaiiHbIX Haxo4Kax, 3aBUCUT OT TSHKECTH
3a60n1eBaHNs, BO3MOXHOCTU KIMHUYECKUX AENCTBUIA N ApYrMX nokKasaTenein COOTHOLUEHUS puUcKa U NOJib3bl.
Hanpumep, annenu pucka pacnpocTpaHeHHbIX 3abofieBaHuli, TakMx kak guabeT 2-ro Tuna unmn cepaeyHo-co-
cyaucTble 3aboneBaHnsl, KOTOPbIE UMEKT HEBbICOKYKD NMEHETPAHTHOCTb (HWU3KWA OTHOCWTENbHbLIA PUCK), WK
thapMakoreHeTuyeckas nHopMaLms 0 pucke MOryT UMeTb pasHble MO TSXEeCTU NOoCNeACcTBUS N0 CPABHEHUIO
C reHeTM4eckon nHdopmaume, ykasbiBalLlein Ha npeapacnosioKeHHOCTb K OHKONOrMYecknum 3aboneBaHnsam
unn meHgenesckoe 3abosieBaHne, KOTOpoe noggaeTcs WM He nogfaetca MeAWUMHCKOMY nedveHunto. Bee atn
acnekTbl AO/MKHbI 6bITb YYTEHbI 40 TOrO, KakK pe3ynbTarbl 6yayT nepefaHbl nauveHTam.

OfHOBpEMEHHOE uccefoBaHMe napHoro obpasua nokasbiBaeT Ha/muve repMuHasibHbIX MyTauui, no-
CKOJIbKY OH YTOYHSAEeT uHtepnpetaumo. OJHako 3TO He Bcerga npakTUYHO U He AO0/DKHO ObiTb 06A3aTeNIbHbIM.
Ecnun napHbIii o6pasel, AOCTYNeH, Npouecc CEKBEHNPOBaHNS NO3BOAET OTAEUTL pe3ynbTaTbl UCC/efoBaHNA
HacneACcTBEHHOrO COCTOSHUSA (repMUHAasIbHBIX MyTauuii) OT coMaTUYeckux NpuobpeTeHHbIX BapuaHToB. Kak
npaBuIo, MHTEPNPETUPYIOT M COOBLLAIOT TO/IbKO COMaTUYecKne BapuaHThbl.

Ecnu B HEKOTOPbIX reHax, BXOASALWMX B NaHesb MY/bTUMAEKCHbIX MONEKYSAPHbIX UCCNefoBaHuiA, Ha-
C/eiCTBEHHbIE BapnaHTbl He PErncTPMpPyIOTCA, B NEpPBOHAYasIbHOM OTYeTe cnefyeT cneumasnbHo ykasaTb 3ToT
hakt. ECnv nauveHT wav Bpay NpPoCUT NPOBECTU AOMNOJIHUTENIbHOE uUcCNefoBaHWe Ha NpeaMeT BblABEHUA
BPOXAEHHOI NaTonorn1, faHHble CEeKBEHMPOBAHUSA NapHbIX 06pa3LoB MOryT 6bITb NEPecMOTPEHbl NO34Hee U
npefcras/ieHbl Nocne nosyyeHns COOTBETCTBYIOLLEro cornacus nauueHta. Cornacve v ero oKyMeHTanbHoe
noATBepXAeHne MoryT notpeboBaTbCs A/ NPOBELEHUSA NApHOro UccefoBaHus.

Ecnu napHble obpasubl AN YCTaHOB/EHMA HAacNeACTBEHHOM NaToflorMM He WCMO/b3yHTCH, MYyNbTu-
NnieKCHoe MOJIEKY/IAPHOE UCCNefoBaHne He NO3BONAET Pas/INynTb Hac/eACTBEHHbIE U COMaTUYeckue Bapu-
aHTbl, U pe3ynbTaTbl CEKBEHUPOBAHWUA MOTYT cofepxaTb 06e Haxonku. B aTom criyyae o pesysibTaTtax MOXHO
COOOLNTL C OrOBOPKOM, YTO UCMOSb3yeMOe MY/NbTUMNNIEKCHOE MOMEKYNsIpHOE UCCrefoBaHne He Mno3Bonset
OKOHuaTenbHO AudbdpepeHuMpoBaTh Hac/eACTBEHHbIE U cCOMaTU4YecKkMe BapuaHTbl. B HekoTopbIX crydasx
MOXHO 3anofo3puUTh HasMune HacnegcTBeHHOro sapuaHTa (Hanpumep, VAF ot 40 % po 60 %). OgHako Takyto
WUHTepnpeTauuio cnegyeT NpoBOAUTL C OCTOPOXHOCTLIO U COOTHOCUTbL C KAYeCTBOM MaTtepuasia onyxonun. Mpu
NOAO3PEHUN HA HaU4ynMe HacnefCTBEHHOIO BapuaHTa MOXeT ObiTb MPe/loKeHOo uccrenosaHvue napasnnesib-
HOro obpasua HacneACcTBEHHOM NMHMM NauueHTa (HanpvMep, KPoBY Y MaLMeHTOB C COMUAHLIMU OMYyXOsISAMMU).
OT4eTbl AO/MKHbI COAEepPXaTb 3ak/t04eHMsA 0 TOM, Kak NPOBOAUTCSA pas/sinune Mexay coMaTtuyeckumu u Hacnepg-
CTBEHHbIMV U3MEHEHUSAMU, U yKa3aHWs Ha OCTallmecs COMHEHUs, rae aTo Heobxoa4MMO.

Ecnu Ha3HauyeHo vccriefoBaHWe Ha HacneACTBEHHbIE TeHbl MPeapacnosioKeHHOCTU K OHKOJIOrMYecKUM
3ab6o0neBaHNSAM, pekoMeHAauny AMEepPUKaHCKOro kKonneaxa meauumHckon reHetukn (ACMG) o HacneacTBeH-
HbIX BapuaHTax [O/DKHO COOTBETCTBOBATb YCTAHOB/IEHHbIM pekoMeHzaunsam. CnepyeT nNpeanoxuTs Meauko-
reHeTM4YecKoe KOHCY/IbTUPOBAaHWE U HanpaB/ieHne K Bpayy-reHeTuky. Jlabopatopum fO/IKHbI UMETb NMOSIUTUKY B
OTHOLLEHUN COOBLLEHNA 0 BapuaHTax C HeM3BECTHOW 3HAYUMMOCTbLIO M PackpbITUS MHOpMaLUUM O BTOPUYHBIX
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pesynbTaTax, BK/O4Yas TO, NPY Kakux 06CTOATENbCTBaxX Takme pesynbtaTbl 6yayT wnm He 6yayT coobuiaTbes
[10], [14].

CnepyeT cocnaTbCs Ha OMMCcaHWe B OTYETe O BTOPMUHbIX FreHeTMYeckux Haxopakax «lpennoxeHus, ka-
cawlunecs npouecca nepefayv uHgopmauum B reHOMHOW MeguLMHe B OTHOLUIEHUM KOMMIEKCHbIX MaHesbHbIX
TeCTOB reHoMa OnyXosim U NOAAHOrFeHOMHOrO/MO/THO9K30MHOrO aHanu3a repMuHasibHbIX MyTauuniis.

6.6 MeTop cocTaB/ieHNAa OoTyeTa

OT4yeT 06 UccnepoBaHUN AOMKEH NepejasaTb MHAOPMALMIO Takum 06pa3oM, YTOObLI ee BbIN0 SIErKO WH-
TepnpeTupoBaTtb Aaxe HecneunanaucTy B 06nactu 3gpaBooxpaHeHus. OTYeT A0/MKeH ObiTb TOYHbLIM, KpaTKUM
N UcyepnbIBaloLWMM U BKIOYATb BCHO HEO6XOAMMYIO MHpopMaLnio, YTo6bl aKcnepTbl MOI/IN NPUHATL COOTBET-
CTBYIOLLME peLleHus.

Bonblwure naHenu (Hanpumep, AHK-mukpoumnsl n MIMC) nHorga TpebytoT nepefayn 60/bLIOro Konuye-
cTBa MHAOpMaLmMK, BKIOYAA TEXHUYECKMe 3/1IeMeHTbl nporpaMMbl UccnefoBaHnsa. HekoTopble U3 3TUX CBe-
OEeHWA He cpa3y HeobxoAaMMmbl BCeM naumeHtam u Bpadyam. OCHOBHble BbIBOAbl B OT4eTax 06 nccnefoBaHuu
[JOJDKHBI ObITb KpaTKMMK, MPOCTbIMKU W MOHATHLIMW, & BCMOMOratesibHasa WauM crnpasoyHas WHopmaunsa He
O0J/KHA OTB/IeKaTb OT MOHMMAaHUSA OCHOBHbIX BbIBOAOB OTYeTa. BcA KnMHUYeckn BaxHass MHopmaunsa Lok-
Ha ObITb NpeacTaBneHa B Havane otyeta U ohopmaeHa B yAOOHOM A4S BOCNPUATUS BUAE, YTOObI NOBLICUTH
BEPOSATHOCTb TOr0, YTO Bpay yBMAMT 1 noiimeT ee. [1na noBbieHWs 06LLeil ACHOCTW oT4eTa, Npu yCroBuM, Y4To
OH MOXeT ObITb MHTErPUPOBaH B MeAWUMHCKYIO KapTy, criefyeT BKIoYatb rpaduvku, guarpaMmmsel v 1abnumubl.
MeTogonornyeckme getann [OMKHbl OblITb NPeACTaB/eHbl B KOHLE OTYeTa M BK/IYaTb OnNucaHme UCrnonb30-
BaHHbIX MEeTOA0B, XapakTepucTuknm uccneposaHua [oco6eHHo LODP (LOD), muHumansbHas rnybuHa oxesata
CEeKBEHMPOBaHUA U MUHUMabHAsA YyBCTBUTENILHOCTb OOHAPYXEHUA MO3aMYHOCTH], a Takke KpUTUyeckue no-
KasaTenu kauyecTtBa uccnefoBaHus. OTYeT AO/KEH cogepXaTb NOAPOOHY MHOPMALMI0 O TOM, YTO MMEHHO
6b1/10 MccnefoBaHo. B oTyeTe HeAOCTATOYHO MPOCTO NEPeUYnCINTbL Ha3BaHWa reHoB, ecnn He 6bi10 NnpoBeje-
HO CeKBEHVpOBaHWe BCexX 3TUX reHOB WM UCCnefoBaHue He NO3BOJISET BbIIBUTb BCE NaTOreHHble MyTauun B
nepeyncsieHHbIX reHax. B okoHYaTebHOM OT4YeTe A0/DKHbI ObiTh YKa3aHbl KOHKPETHbIE SIOKYCbl FEHOB, 3K30HbI
WM «ropsiume TOYKM», NoABepriinecs uccnenoBaHuio. Mo mMepe TOro, Kak reHHble naHenu CTaHOBATCH Bce
60NblUe, BK/OYEHME BCeli 3TON MHpopMaunn B OTYET MOXET CTaTb 06peMeHuTeNbHbIM. JlabopaTopun MoryT
pa3smecTuTb AOMOHUTENbHYI0 MHOopMauuio Ha Beb-caiTe, AOCTYMHOM AN Bcex nosb3oBaTtenein. OgHako
npegnoyTUTEeNbHEE BKOYATb BCHO MHA)OPMaLMIO B NpefocTaBiseMblli OTHeT.

Nabopatopusa fo/mkHa YyCTaHOBUTL JOKYMEHTUPOBAHHbIE NpoLeaypbl NpefocTaBNeHnsa pesyibTaTtoB Uc-
cnefoBaHus, BkYas NOAPO6GHYHD MHOPMAaLMIO O TOM, KTO Y KOMY MOXET MpefoCcTaBnsaTb pe3ynbTaTbl, B
cootBeTcTBMU ¢ MMCO 15189.

JononHutensHaa uHgopmauusa n pekomeHgaluu no NnoAroToBke OTYETOB MPUBEAEHbI B NPUNOXEHUAX
A, BuncC.
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MpunoxeHne A
(cnpaBo4yHOe)

MynbTUNAEKCHOE MOJIEKYISPHOE MccneoBaHne OHKO0OrM4Yeckux 3aboneBaHuii

WHTepnpeTauus 1 npefcTaBfeHne pesynbTaToB aHasv3a 0 BapuaHTax noc/efoBaTe/lbHOCTU MPU OHKOMOTUYECKMX
3a60/1eBaHNAX 6blIN PEKOMEHAO0BAHbLI B COOTBETCTBUM C COBMECTHLIM KOHCEHcycom [10].

KnuHuueckne 1 akcnepuMeHTasbHble faHHble OblI0 NPELIOXEHO NPEACTaBAATb HA YETbIPEX YPOBHSAX.

CornacHo COBMECTHOMY KOHceHcycy [10] B 0T4eTax 0 COMaTUUYECKUX BapuaHTax crefyeT ykasbiBaTb UX KaTeropuio
B 3aBUCUMOCTU OT K/TMHUYECKOro BAUSHWSA. Hanpumep, BapuaHTbl NepBOro YPOBHSI MMEKT CU/IbHOE K/IMHMYEecKoe 3Hade-
HUe (YPOBHU foKa3aTenbCcTB A 1 B), BapmaHTbl BTOPOro YPOBHSI UMEIOT NOTEHUMANIbHOE K/WHMWYecKoe 3HadYeHre (YpoBeHu
fokasatenbcts C unm D), BapuaHTbl TPETLEFO YPOBHS UMEIOT HEU3BECTHOE K/TIMHMYECKOE 3HAYeHUe, a BapuaHTbl YeTBep-
TOrO YPOBHS SIBMIAOTCA A06P0KAYECTBEHHLIMU WU BEPOSITHLIMU A06POKAYECTBEHHbIMU. PU ONMcaHUKU NOTEeHUMaNbHbIX
TapreTHbIX SIEKaPCTBEHHbIX NPenapaTtoB WM KMHWUYECKUX WCMbITaHWii He06X0ANMO MPUBOAUTL CCbISIKM HA UCTOUHWKM U
yKasblBaTb knaccudukauuio npenapatos (ypoBeHU gokasatenbcts A—D).

Tun o6pasla n KauecTBo NPOGbI TaKKe BK/OUEHbI, MOCKO/bKY 3TO MOXET MOMOUYb YMEHbLUUTL HeraTUBHOE KauecTBo
npo6bl M 06ecneunTb TOYHOCTb UcCneaoBaHus. OnpegeneHne MeTofosOMMN UCCNEA0BaHNsl U ee OrpaHudYeHnit urpaet
BaXHYI0 PO/ib B ONpeAeneHnn NpUUnH IOKHOOTPULATENBbHBIX WU NIOXHOMOMOXUTE bHLIX Pe3ynbTaToB W Heydad uccne-
[LoBaHusA.

a) Brnomapkepbl YpoBHS A npejAckasbiBaloT OTBET MM Pe3NCTEHTHOCTb K Tepanuu, 006peHHo* YnpaBieHnem no
KOHTPO/II0 KayecTBa MULLEBbLIX NPOAYKTOB M /ieKapCTBEHHbIX nNpenapaToB CLUA (FDA) ans onpeAeneHHOro Tuna onyxonu,
UMW BK/OYEHBbI B NPODECCMOHAsbHBIE PYKOBOACTBA B KayecTBe TepaneBTUYecKUX, ANarHoCTUYECKUX W/Mnn NporHocTuye-
CKMX BMOMapKepoB A/1si onpefesieHHbIX TUMOB OMyXoneil.

b) Bromapkepbl YpoBHA B npeackasbiBaloT OTBET UM PE3UCTEHTHOCTb K Tepanvmn Ha OCHOBE XOPOLLO NPOBEAEHHbIX
NCCNEeA0BaHNA C 3KCNEPTHLIM KOHCEHCYCOM WM MMEKT AMArHoCTUYecKoe WM NPOrHOCTUYECKoe 3HauyeHue, Wn U To U
Zpyroe, ons onpeaeneHHbIX 3a60/1eBaHNii HA OCHOBE XOPOLUIO MPOBEAEHHbIX UCCEL0BaHWIA.

c) Buomapkepbl ypoBHsi C npepackasbliBaloT OTBET WM PEe3NCTEHTHOCTb K Tepanuu, ofobpeHHoit* FDA unm npo-
(heccrmoHasibHbIMKU 06LLECTBAMU AN1S1 PA3/IMUHBLIX TUMOB ONyxoneit (T. e. UCNo/b30BaHKWe npenapaTta He Mo HasHaueHwuHo),
CNyXaT KpUTEPUAMMU BK/IHOUYEHUS! B KNMHUUYECKME UCTIbITAHWUS, UMEIOT ANArHOCTUUYECKOEe WM MPOrHOCTUYEcKoe 3HaueHue,
WM 1 TO U ApYyroe, OCHOBbLIBAsICb Ha pe3y/ibTaTax MHOXEeCTBA HeGOMbLINX UCC/ef0BaHMA.

d) Bromapkepbl YypoBHA D AE€MOHCTPMPYIOT BEPOSITHYIO TepaneBTUYeckyto 3HaUMMOCTb Ha OCHOBE AOKMHUYECKUX
“cCnenoBaHwii UanM nomoratT AWArHoCTUPOBaTb W/WAKM NPOrHO3MPOBaTh 3a60/eBaHNE CaMOCTOSITE/IbHO WU BMECTe C
Apyrumy 6MoMapkepamit Ha OCHOBE MaslOUUC/IEHHbIX UCCNEeA0BaHWi UM MHOFOUYUC/IEHHBLIX COOBLEHUI O cnydasx 6es3
3KCMNEPTHOTO KOHCEHCYyca.

*B Poccuiickoii ®eaepaunmn perucTpaumnto ekapcTBEHHbIX NpenapaToB ocyllecTBAsSe T MUHUCTEPCTBO 34pa-
BOOXpaHeHusi Poccuiickoii defepaumnu.
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MpunoxeHve B
(cnpaBoO4HOE)

MHoronapameTpuyeckmue MONeKynsapHblie nccnenoBaHus

OTueTbl 0 MHOronapameTpUyYeCcKNX MOEKYNSPHbIX UCCeA0BaHNAX — 3TO cneLyuasbHble ouunanbHble MeguumnH-
CKve [OKYMEHTbI, HanpaBnsieMble nabopaTtopueii B MeAULMHCKOE yUpexAeHe U Kacalolwmecss pesynbTaTtoB U UHTepnpe-
Tauumm uccnefoBaHus nauveHta. OHKM BKIOYAKOT B Ce651 COOTBETCTBYHOLLEE KPATKOE OnncaHue MeTOoAOoB, MCCef0BaHHbIX
MuweHer (Hanpumep, MMPHK) 1 aHanutnueckyto nHtepnpetaunto [5]. Mpu HEO6XOAMMOCTM B OTHET BK/IOYAKOT KAMHMYeE-
CKyl0 UHTepnpeTaunio Wiy 3ak/ioYeHne 0 BANSHUN pe3y/ibTaToB Ha naunMeHToB. Kpome Toro, npu Heo6xoanMocTu creayeT
YyUuTbIBaTb PeryiaTopHble 0COGEHHOCTY CTPaHbI.

B oTueTe copepxuTcsa nHdOpMauUnUs O KAMHUYECKOM 3HaYeHUW UCCefoBaHWA U MeTofaX, MUCMO/Ib30BaHHbIX Npu
ero nposegeHnn. Cioga BXOAMUT KpaTkas MHGOPMaUWUA O Ha3HaYeHWW M KIMHUYECKON 3HaYMMOCTU uccnepoBaHus. Mpu
Heo6X0AMMOCTY yKa3bliBalOT YyBCTBUTENbHOCTbL M CNELMINYHOCTb UcceaoBaHus. Ana uHdopmauun o6 nccnegoBaHmm
(MeToponorMnM ncciefoBaHns) ykasblBatoT NepeyeHs MuweHel (Hanpumep, nccnegyemboix MMPHK). 4ns 0603HaYeHnss mu-
LEeHN MCNoNb3yIT cTaHAapTHoe o603HaveHne, Hanpumep MIRNA(S). Ecnm ncnonb3yoT KOMMeEpPYeCK/ AOCTYMHbIA Habop,
OH [JO/DKEH ObITb YETKO yKa3aH B OTYETe, BK/IOYasi HAMMeHoBaHWe 1 Bepcuio Habopa. Ecnu NpMMeHMMO, B OTHYET AOJIKHbI
ObITb BK/IOYEHbI OrpaHnyeHnss nccnegoBaHus. JononHuTenbHasa UHOPMaLUs MOXET COAepXaTbCsl B CHOCKax K OTUETY.

Pe3ynbTaTbl AO/MKHbI ObITb MPeAcTaB/ieHbl B KPATKON M HeABYCMbIC/IEHHOWN chopme. ECn TepMuHbI «NOAOXUTENb-
HbI» W «OTpULLATE IbHbIA» MOryT 6bITb HEOAHO3HAUYHLIMUW, WX HE cnegyeT UCNoNb3oBaTb. J1A KONNYEeCTBEHHbIX Mccneno-
BaHWN OQHOrO aHaNWTa WM pacCUMTaHHbIX Kak 6an pucka AOMKHbI BbiTb NPeAcTaBNeHbl Kak MOMy4YeHHoe 3HavyeHune, Tak
N pedepeHcHbIli AuanasoH.

B oTueTe 06 nccnegoBaHun Jo/mkHa ObITb NpefcTaBfeHa yYeTkas MHTeprnpeTauns pesynbTaToB W UX KAUHMYEeCKoe
3HauyeHune. MoryT 6bITb yKa3aHbl JONOMHUTENIbHbIE UCC/IeA0BaHNSA, KOTOPbIE MOTYT GbiTb NPOBEAEHBI A4/15 MOBbILIEHWNS TOY-
HOCTV unn o6bema uHTepnpeTauun. na nHTepnpeTaun pesynbTaToB MOXET ObiTb NOE3HO NPMBECTU COOTBETCTBYHOLME
ccbifikn. Ecnm 66110 NpoBefeHO HEeCKOMbKO MCCNeAoBaHWil C UCMO/Ib30BaHMEM OAHOMO U TOro e obpasua, oTAefbHble
pe3ynbTaTtbl MOryT 6bITb 06bEeAVHEHbI AN MHTepnpeTaLuu.

o6oe n3BECTHOE OrpaHMyeHne NPOBEAEHHOrO UCCMEeAO0BaHUSI [O/HKHO ObiTb YETKO NpefCcTaBfieHo A/ 03HAKOM-
NleHnst npegnonaraeMoro nosyyarens.
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MpunoxeHne C
(cnpaBo4yHOE)

OTyeTbl O pe3ynbTataXx XpoOMOCOMHOIo MMKpoOMaTpnMyHOIro nccrsiegoBaHuns

Bce oT4yeThbl AO0J/KHbI coAepXxaTb KpaTkoe onuncaHue metonosoruu, BkKaw4das ocobeHHoCTH I'IJ'IaT(bOprI n Kpun-
Tepun NOArOTOBKM OTYETOB. TaM, rae aTo yMeCTHO M Heob6xoAuMMo, clefyeT BKI4YaTb 3asB/ieHusi 06 oTkase OT OTBeT-
cTBEHHOCTM [15].

MpuMep - OrpaHUYeHnst Npu UccrefoBaHUN.

COBpEMEHHbIE TEXHOOTUM MUKPOMATPUYHOTO MCC/IE0BaHUS ONPEAENSOT TOIbKO NPO6GPeTEHNEe M NOTEPH yyacT-
KOB reHoMa. Mo3TOMy pesysibTaT HOPMasbHOTO MUKPOMATPUYHOTO aHasvM3a MOXEeT BKIYaTb MHOpMauuio o6 oaHO-
HYKeoTUAHbIX BapuaHtax (SNV) nam uHpenax, He oxBaTbiBaeMbIX AAHHOW MNatOpMoii, 0 NPUOBPETEHUAX U NOTEpsiX
HWKe YPOBHS paspelleHnsi NaaTopMbl, c6alaHCMPOBAaHHbLIX NEpPecTpoiikax Uau anureHeTUYecknx cobbiTusix. MNpoeese-
HUe JOMOSIHATENILHOTO WCCNeA0BaHUS MOXET ObiTb Lie/1ecoo6pasHbiM Npu onpeaesieHHbIX CUHAPOMAaX WU COCTOSIHUSIX,
Korga MMUKPOMaTpUUHOE UCCNEeL0BaHNe AAET HOPMasibHble Pe3y/bTaThbl.
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Mpunoxenne A
(cnpaBoO4HOE)

CBe/J.E‘HI/IFI O COOTBETCTBUN CCbIJZTIOYHbIX MeXAyHapOodHbIX CTaHOAaPTOB HaUMOHa/IbHbIM CTaHAapTamM

Tabnunuya OA1

O603Ha4eHNE CCbUIOUYHOTO CreneHb O603HauYeHe N HAMMEHOBAHWE COOTBETCTBYHOLLIErO
MEeXayHapoaHOro cTaHaapTa COOTBETCTBUA HaLWOHa/IbHOrO CTaHzapTa
ISO 15189 HOT FOCT P NCO 15189—2024 «MeguumnHckme nabopatopum.

Tpe6GoBaHMS K KAYECTBY U KOMNETEHTHOCTU»

ISO 21474-1 HOoT FOCT P NCO 21474-1—2021 «MeguunHckue usgenus ons
OWArHOCTUKK in vitro. MynbTUNIEKCHbIE MOJIEKYNSAPHbIE Me-
TOAbl ANSA OnpefeneHus cofepXaHUs HYKTEeWHOBBIX KUC/OT.
YacTtb 1. TepmuHonornsa u obuwme tTpeboBaHUA K OLEHKe Ka-
yecTBa HYKNEMHOBbIX KMCNOT»

MpumeuyaHune — B HacToAwel Tabnmue UCNOMb30BAHO Criefyloliee YC/I0BHOe 0603HAaUYeHNe CTeNneHn co-
OTBETCTBMS CTaHAapTOB:
- IOT— naeHTUYHbIE CTAHAAPThI.
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