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(57) Abstract: This technical solution relates to the sphere of computer technology in genetics and
microbiology, and more specifically, to a new system and method, within the sphere of microbiol-
ogy, for studying and interpreting genetic data and data related to the composition of a person's
intestinal microbiota. The system for providing recommendations to a user, based on genetic da-
ta and/or data related to the composition of intestinal microbiota, comprises: a unit for obtaining
primary data, designed with the ability to obtain the user's genetic data and/or data related to the
user's intestinal microbiota; a quality checking unit, designed with the ability to check the quality
of the user's genetic data and data related to the user's intestinal microbiota, said data having been
obtained by the unit for obtaining primary data, wherein the genetic data includes single nucleotide
polymorphisms, while the data related to the microbiota includes readings; a unit for determining
the user's lineage, said unit being designed with the ability to determine the paternal and mater-
nal haplogroup, the population structure of a user based on his/her genetic data; a unit for the tax-
onomic analysis of microbiota-related data, said unit being designed with the ability to classify
metagenomic risks; a unit for determining disease risk, said unit being designed with the ability
to determine the degree of immunity to diseases, as well to check mutations for the presence of
pathogenic alleles and for assessing the status of diseases; a unit for determining signs, said unit
being designed with the ability to determine the states of the user's signs by means of reduction of
the dependency graph of signs; a unit for generating recommendations for the user, said unit being
designed with the ability to generate recommendations for the user based on data from the unit for
determining disease risk and the unit for determining the user's signs. The technical result is an
increase in the accuracy of recommendations provided to a user based on his/her genetic data and
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on data related to the composition of his/her intestinal microbiota.

(57) Pedepar: JJaHHOE TEXHUIECCKOE PEIICHAE OTHOCHTCS K 0OIACTH BEIMUCIHTEIFHOH TEXHUKA B
TEHETHKE H MHKPOOHOIOTHH, a 60/ice KOHKPETHO, K HOBOH CHCTEME H CIIOCOOY UL HCCICTOBAHUS
U HHTCPIPETAUHA TCHCTUUCCKUX JAHHBIX U JAHHBIX O COCTABC MI/[Kp06I/IOTI:I KHINCYHHKA
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Ony6mkoBsana:
—  C OMUEHIOM O MeXCOYHAPOOHOM noucke (cmamwvi 21.3)

yenoBeka B oOmactu mukpoOwomormu. CuHCTeMa PEKOMCHIAUMH IOMB30BATEIF0 HA OCHOBE TEHCTHUYCCKHX TAHHBIX H/WIH
JAHHBIX O COCTAaBC MI/[Kp06I/[0TI:I KHIICYHUKA COACPIKUT 010K NOJIyHUCHHUA NCPBUYIHBIX JAHHBIX, BEITIOJTHCHHBIAH C BO3MOYKHOCTEIO
MOJIyYCHHS TCHCTHYICCKHX JAHHBIX MOJB30BATCI HW/HJIH JAHHBIX O MHKPOOHOTC KHINCUYHHKA ITOIB30BATCUI, OJOK KOHTPOILT
Ka4eCTBa, BBITIOJIHCHHBIA C BO3MOYKHOCTEEO KOHTPOJII KAUCCTBA TCHCTHUCCKUX AJAHHBIX MOJB30BATCI U JAHHBIX O MI/[Kp06I/[0Te
KHIICYTHUKA ITOJIB30BATCIA, Oy YCHHBIX 0JI0KOM TOJIy1YCHHUA NEPBUYIHBIX JAHHBIX, MPUYIEM ICHCTHUYCCKUC JAHHBIC BK/IHOUAIOT B ceos
OTHOHYKJICOTHAHBIC MOTHMOP(H3MEL, a JAHHBIE O MHKPOOHOTEC BKIIOYAIOT B ce0A UTCHHUS, ONOK OMpPEICICHHS MPOUCXOKICHUS
TOJIb30BATEILA, BBINOIHCHHBIH C BO3MOKHOCTBIO ONMpPEJEICHUS OTUOBCKOIl H MATEPHHCKOIl TariorpyImsl, NOMYIIHOHHOTO COCTABA
TOJTE30BATEIIS HA OCHOBAHUH €T0 TCHCTHUCCKHX JAHHBIX, OIOK TAKCOHOMHUYCCKOTO AHAJIM3A JAHHBIX 0 MUKPOOHOTE, BBITOIHCHHBIH
C BO3MOKHOCTBIO KIIACCH(DHKALMH METATCHOMHBIX PHCKOB, OIIOK ONPEeIeICHHSI PUCKA 3a00I€BAHUI, BHITOTHEHHEIA C BO3MOKHOCTBEO
OnpeJeICHUS 3AIHINCHHOCTH OT 3a00JICBaHuH, a TAK/KE MPOBEPKH MyTAUWH HA HANHYHE NMATOTCHHBIX ajiefel W OLECHKH CTaryca
3a007eBaHuii, 60K OMpeseacHHs MPH3HAKOB, BBHIMOIHEHHEIH C BO3MOXKHOCTBIO OIPENCICHHA COCTOSHHN MPH3HAKOB IOJIB30BATELI
myTeM peaykKuud rpada 3aBHCHMOCTEll MPH3HAKOB, OJOK ()OPMHPOBAHUSA PEKOMCHAAUHWH I MOJB30BATENIA, BBHIMOTHCHHBIA C
BO3MOKHOCTBIO (DOPMHPOBAHUS PEKOMCHIAIMH MOJB30BATEII0 HA OCHOBAHUH JAHHBIX ONOKA ONpeNeNeHHSA PHCKA 3a001eBaHUi U
0JI0Ka OmpeaenCHUS MPH3HAKOB MOIb30BATEIA. TEXHHYECKHH PE3Y/IbTAT - MOBBINICHHE TOUYHOCTH PEKOMEHAAIMIT MOIb30BATEF0 HA
OCHOBAHHH €T0 TCHCTHYICCKHX JAHHBIX H JAHHBIX O COCTABE MI/[Kp06I/[0TI:I KHINCYHUKA.
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CUCTEMA U CMNOCOBb MHTEPNPETALWU OAHHBLIX K MPEQOCTABJIEHNA
PEKOMEHOALMI MNONMb30OBATENO HA OCHOBE EIO MTEHETUYECKNX OAHHbIX U
OAHHBIX O COCTABE MUKPOBNOTbI KULLEYHWUKA

OBNACTb TEXHUKW

[aHHoe TexHu4ecKkoe peweHne OTHOCUTCS B 06uemM K 06nacTn BbIMMCNIMTENbHOW TEXHWUKN B
reHeTuke n mukpobuonoruu, a Gonee KOHKPETHO, K HOBOW CUCTEME 1 Cnocoby Ans nccnefosaHns
W uHTepnpetauun reHeTUHecKUX AaHHbIX WKW OaHHbIX O COCTaBe MMKPOOWMOTBI KULLIEYHUKA

yenoseka B 06nactu mukpobuonoruu, ¢ Lenblo BbIPaboTKM PEKOMeHAaL Wi NONb30BATENIO.

YPOBEHb TEXHUKA

Opranunam yenoseka sBNsSETCA 0AHOW M3 Hambonee NMOTHO HACeneHHLIX cpen obuTaHua Ha
3emne. Yucno mukpoopraHuamos, obuTalWMx B TakoW «BUONOrMuUECKON cucTemey,
HacuuTtbiBaeT nopsigka 100 TpunnnoHos 6akTepun, 4TO 3HAYMTENbLHO NpeBbiaeT obwee Yucno
3YKapUOTHYECKUX KMNETOK BCEeX TKaHenW n opraHos yenoseka. Tonbko 10% knerok opraHuama
ABAAOTCA HawnmMn cobcTBeHHbIMK, ocTanbHbie 90% npuHaanexat 6akrepusiMm. COBOKYNHOCTb
BCEX MMUKDOOPraHW3MOB YerioBeKka Ha3blBaeTCs MUKPONOPON wunu Mukpobuotown, a
COBOKYNHOCTb WX reHoB — metareHomom. [pu 3rom metareHom yvenoseka B 100-150 pas
bonbwe reHoma camoro 4Yenoseka. bonblias 4acTb MWKPOOPraHM3MOB NPUXOAWUTCH Ha
KEeNnynouHO-KUWEYHbLIN TPaKT, NO3TOMY €ro WUCCreaoBaHWe WM MHTEepnpeTauus 3TUX OaHHbIX
ABASIETCH O4YeHb BaXHOW TexHWYeckon 3agaden. PakTUYECKH B HACTOSALWMWA  MOMEHT
opmupyetca npeacrasnenHve o mMukpobuote kuwedHuka kak 06 OTAenLHOM opraHe
4YEeroBEeYECKOro OpraHM3mMa, YTo He NPOTUBOPEHUT UCTOPUHECKU CNOXUBLLEMYCA ONpPeaeneHunio
opraHa Kak 4actu opraHu3ma, npeacrasnsioulein coboi 3BONIOLUOHHO CRIOXUBLUMACS KOMMNNEKC
TKaHeun, 06beanHeHHbIM 06Len PyHKUMEN, CTPYKTYPHOU opraHusauunei u passutuem. Mpv atom
yenoseka MOXHO paccMaTpuBatb Kak «CBepxoprakusm», OOMeH BelecTB KOTOpbiX
oBecneynsBaeTcs YETKO OPraHKu30BaHHOM paboTor (HEPMEHTOB, KOAUPYEMbIX HE TONBLKO FEHOMOM
cobcTBeHHO Homo sapiens, HO 1 reHoMamMu BCeX MUKPOOPraHU3MOB.

leHeTuka yenoBeka — 3TO BPOXAEHHbie OCOOEHHOCTU 4YenoBeka, nepefaBaemMbie vepes
reHbi, KoTOpble npeacrasnsioT cobon yvactkm [AHK, Hecywume wvHdopmauuio o
HacneacTBeHHOCTU. MeHeTUka yenoBeka 4acTto CnocobCTByeT BO3HMKHOBEHMIO HauGonee
pacnpocrpaHeHHbix 3abonesaHuit. Henb3st He yuuTbiBaTb HACNEACTBEHHbIE OCOBEHHOCTH
yenoseka B onpegeneHun obpasa XusHu v pexuma nutanus, sbibope npodeccun, 3aHATUK
KakuMm-TOo BUAOM cnopta v ap. MHorodakropHble 3abonesaHns pasBmMsaioTCs nog gelcTeuem

HEeCKONbKUX HaKTOPOB, HANPUMED, TaKMX Kak IKonorus, o6pas xusHu, PrUanyeckas akTMBHOCTb
1
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W HacnencTBEHHOCTb. COOTBETCTBEHHO KOPPEKTUPYS Moaudumumnpyemble akTopbl, Mbl MOXEM

CHWKaTb pucku. Takum oBpasoM, 3HAHME O FEHETUYECKUX PUCKAX BAXHO ANA (POPMUPOBAHUS
uHAUBMAYaNbLHLIX NpoduUnakTuyecknx mMep. MHorve akTopbl Bbi3biBAIOT HapyLIeHUs Bcex
NpoLEeccoB B OpraHn3me U HECYT 3a cobon passuTue pasnuyHbix 3aboneBaHni, KOTOPbIE MOXHO
npenofapamrb NCCNeayn reHeTudeckue faHHble venoBeka v opMHMpYs pekoMeHaaumu no
grakTopam: 300poBbI0, MUTAHUIO, CNOPTY, U B Lenom o6pa3sy XKnaHu.

YuutsiBag bonbiioe BnusiHe MUKPOOMOTBLI W TeHEeTUKM Ha 3[0POBbE YernoBeka, cnegyer

npoaomKaTh yCunus, CBA3aHHbLIE C UX UCCNEA0BaHNEM K KHTEPNpeTaunen.

CYWHOCTb M3OBPETEHUA

[aHHoe TexHuyeckoe pewleHue HanpaBneHO Ha YCTPaHEeHWe HeAOoCTaTKOB, CBOWCTBEHHbIX
peLeHnaM, N3BECTHLIM U3 YPOBHS TEXHUKN.

TexHu4yeckon 3apavent unu npo6ne|vuo‘|71, pewaemMon B AAHHOM TEXHUYECKOM peLleHUM,
aBnsaeTcs (popMupoBaHWe pekomeHaauun no obpasy XusHu, npodunakTuke sabonesaHui,
AUTAHNIO N PUNHECKOW aKTUBHOCTY NONB3OBATENIO HA OCHOBaHUNU FEHETUYECKUX JaHHbLIX n/nnn
A3HHbIX 0 COCTaBe MUKPOOMOTLI KULLIEUHWNKA.

TexHu4eckum pes3ynbTatoM, AOCTUraembiM NPU PELIeHUN BbllUEYKa3aHHOW TeXHU4eCKOon
npobnembi, SBNAETCSt MOBbLILEHNE TOYHOCTU PEKOMEHAALWIA NOMbL30BATENI0 HAa OCHOBAHWM
y4eTa reHeTU4eCKnX AaHHbLIX U AaHHbIX O COCTaBe MUKPODUOTLI KULLEYHMKA.

YKasaHHbii TeXHUYEeCKUn pesynbTaT gocturaercs Onarogaps peanusauum  CcucTembl
bopMUpOBaHUA pEKOMEHOALNA NONb30BATEN0 HAa OCHOBE FeHETUMECKUX AaHHbIX WWNu faHHbiX
0 cocTase MUKPOOMOTb! KuLEeYHMKA, KOTopasi CoOaepXnuT GnoK NoNyvYeHUs NepPBudHbIX AaHHLIX,
BbINOMHEHHBIA C BoamomHobrbro VICMIONB30BAaHUA TEHETUYECKMX AaHHbIX Nonb3oBatens w/unu
AAHHBIX 0 MUKPOOMOTE KMLIEYHWKA NONb3oBaTens; GNOK KOHTPOMS KavyecTBa, BbINOMHEHHbIW C
BO3MOXHOCTbIO KOHTPOSist KadecTBa [FeHeTUYMECKUX AaHHbIX NOonb3osBaTtensi M JaHHbIX O
MUKpPOGUOTE KULLEYHWMKA NONb30BAaTENS, NONYYEHHbIX GNOKOM NONyYeHUs NepBUYHBLIX JAHHbIX,
hpvmeM reHeTUMECKME [aHHble BKMOYAaT B €ebsi OAHOHYKNEOTUAHbLIE NOAUMOPEU3MbI, a
AaHHbie 0 MUKPOBKMOTE BKNIOYAKOT B 65 YTEeHUs; 6NOK NOMynAUMOHHOTO aHaNU3a reHe TUYECKUX
AAHHbIX, BbLINONHEHHLIN C BO3MOXHOCTBLIO ONPefeneHuss OTLOBCKOW W  MaTepUHCKOMN
ranforpynnsl, nNOMNyNAUMOHHOrO COCTaBa TlEeHEeTUMECKUX [aHHbLIX nonb3oBarens; 6Gnok
TaKCOHOMWYECKOTO aHanu3a AaHHbiX O MUKPOOKOoTe, BLINOMHEHHLIN C  BO3MOXHOCTbIO
KapTuposaHWs  METareHoMHbIX  Y4TeHWW  Ha  Karanor, cocrosumh K3 Habopa
nocnenoBaTtenbHOCTEN reHoB MUKPo60B MUKPOBUOTBLI KulievHuka; G6nok onpeaeneHus pucka
3aboneBanui, BbINOMHEHHbI C BO3MOXHOCTbLIO ONpeaeneHns 3alivilieHHOCTH oT 3abonesaHuin,
a TakkKe nNpoOBEPKW MYTauuW Ha HanuW4ue naToreHHbIX annenen W OoueHku craTtyca
3abonesanun; GNOK onpeaeneHust NPU3HAKOB, BLIMOMHEHHbIW C BO3MOXHOCTLIO ONpeaeneHus

COCTOSIHUI NPU3HAKOB NOnb3oBaTess NyTem pé,u,yxu,mm rpadpa 3aBvCUMOCTEN NPU3HaKoB; 6ok

2
SAMEHSIOLLMM NUCT (MPABUIIO 26)



10

15

20

25

30

35

WO 2019/070143 PCT/RU2017/000734
POPMMPOBaHUA peKoMeHZauun A[nNs  NoNb30BaTensl, BbIMOMHEHHbIE C  BO3MOXHOCTLIO

hopMuUpOBaHUS pEeKOMEHAALMIA MONb30BaTeNid HA OCHOBaHUM OAHHbLIX Gnoka onpepeneHus
pucka 3abonesanuin n 6noka onpeaeneHnst NPU3HaKOB NONb3oBaTens.

B HeKkoTOpbIX BapuaHTax OCYLWECTBNEHUSI TEXHUYECKOro peleHuss Onok nonydYeHus
NepPBUYHLIX AaHHbIX nofny4yaeT annbl cekBeHupoBanns B hopmate FASTQ wnu FASTA,
NONyveHHbIE C CeKBEHATOopA.

B HekoTopbix BapuaHTax OCywecTBAEHU TEXHUYECKOro pelueHmst 6noK KOHTpOns KavecTea
nonyvaer reHeTudeckue AaHHble NOonbL3oBaTens U3 KpemHueBoro 6uounna nocpeacTeom
ckaHepa buouunos.

B HekoTopbix BapuaHTax OCYWECTBNEHUS TEXHUYECKOro pelleHUst reHeTUHeCKUe AaHHbIe
copepxaTr faHHble O feHoTMnax O[HOHYKNEeOTUAHbIX MonMMOpU3MOB NonNb3osaTens,
cogepxaujme nonumopdnsmel X- 1 Y-XpoMocom.

B HekoTOpbix BapuaHTax OCyL{eCTBEHUA TEXHUHYECKOro peluenus 6nok KOHTPoNsA kavecTea
AONONHUTENBHO OnNpeaenser non nofb3oBaTens nocpeacTsoM noacyera KonuyecTsa
OAHOHYKNEOTUAHBLIX NOAUMOPHU3IMOB no X- 1 No Y-XpomMOoComam.

B HEKOTOpbIX BapuaHTax OCyLECTBINEHUS TEXHUYECKOTO PELLEHUs B CriyMae MYXCKOro nona
6NnOK KOHTpONA KavecTBa KOHBEPTUPYET OAHOHYKNEOTUAHbLIE NONUMOPMU3MbI B TOMO3UrOTHOM
COCTOAHUU C X- U Y-XpOMOCOMaMU B OGHOHYKNEOTWAHbLIE NONUMOPEU3MLI B TEMU3UIOTHOM
COCTOSIHUM.

B HexoTopbIx BapuaHTax OCywecTBAEHUA TEXHUYECKOTO pelueHns BNoK KOHTPONS KadecTea
OCYLECTBNRET OTCEUBAHUE 4HTEHMW CO CpedHuM BannoM KadvecTtsa, nonyveHHoro ¢ [HK-
CeKBeHaTopa, Huxe 3apaHee 3a4aHHOTO NOPOroBoro.

B HekoTOpbIX BapuaHTax OCyuweCTBNEHUsSI TEXHUYECKOTO pelieHns GNnok KOHTPONs Ka4ecTsa
C KOHUOB YTeHWW yaanaeTt no3uumv, umetoune Hu3kuin 6ann kadecraa.

B HeKOTOPbLIX BapuaHTax OCYLECTBNEHUNA TEXHUYECKOrO peLleHust 6ok KOHTponsa KavyecTaa
OTCeMBAET M3 YTEHUA TMOCTOPOHHIOK T[EHETUYECKYID WHPOPMALINIO, He OTHOCAILYICA K
MUKpOBUHOTE KUWEeYHKKa, uMetoLmx Kak Bruonornyeckoe NPoONCXOoXAEeHVe, Tak U TeXHUYEecKoe,
BO3HUKAIOLLYHO U3-3a NPOYTEHUA apTedakTHbIX TEHETUYECKUX NOCREA0BATENLHOCTEN.

B HekoTOpbix BapuaHTax OCYWECTBNEHUA TEXHWYECKOro pewieHuss 6nok NonynsunoHHOro
aHanu3a reHeTUYeCKuX AaHHbLIX onpegenseT OTUOBCKYIO rannorpynny Ha OCHOBaHWu aepesa
MyTauum ana Y-XxpOMOCOMbI ¥ TeHETUHECKUX JaHHbBIX NONb3oBaTeNs.

B HekoTOpblix BapuaHTax OCYLLECTBNEHUA TEXHUYECKOrO petleHust 6nok nonynsuMoHHOro
aHanu3a reHeTU4YeCKuX AaHHbLIX onpeaenser MaTepUHCKYHo ranfiorpynny Ha OCHOBaHUM aepesa
MyTaumni AN MUTOXOHAPUM U TEHETUHECKUX AAHHBLIX NONb30BaTENS.

B HekoTopbix BapuaHTax OCYUW|ECTBMNEHUSA TEXHUYECKOro petueHus BNok nonynsiinoHHOro
aHanu3a reHeTUYEeCcKUX AaHHbIX onpeaensieT NONyNAUNOHHBIN COCTaB HA OCHOBAHUU AaHHbIX O

reHoTunax Naen u3 pasHoix NONyNAUUMN U reHeTUYECKUX AaHHbLIX NONb3oBaTeNs.
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B HEKOTOpPbIX BapuaHTax ocyuleCTBNeHUA TeXHUYEeCKOro peuleHuns 6nok nonynAaLnoOHHOToO

aHanu3a reHeTU4eCKUX AaHHbIX HA OCHOBAHUU FEHETUYECKMX AaHHbIX Nonb3oBaTens u Habopa
yHacnenosaHHbIX OT HeaHAepTanbua annenen B onpeaeneHHbix nonuMopgunamax onpegenser
obuiee KONMYECTBO HeaHAEPTANbCKUX annenen.

B HekoTOpbix BapwaHtTax OCYWECTBAEHUS TEXHUYECKOro peLLeHUst NpU KapTupoBaHuu
MeTareHOMHbIX MTEeHWW Ha katanor GNOKOM TAKCOHOMUYECKOr0 aHanuia AaHHbIX, OaHHbIN
KaTanor coaepxuT reHoMHble nocneaoBaTenbHOCTU GakTepuit w/vunu apxen w/vnu aykapuwor,
BCTPEMAIOLLKXCS B KALLIEYHUKE NONb30BaTeNs.

B HekoTOpbiX BapuaHTax OCyLIECTBNEHUS TEXHUYECKOTO peilerust 610K TaKCOHOMUYECKOro
aHanusa faHHbiX 0 MUKpPOBUOTE onpepensieT OTHOCUTENbHYIO NPEeACTABNEHHOCTL reHOMa Unu
mukpo6bHoro euaa.

B HekoTOpbIX BapuaHTax OCyLLECTBIEHNST TEXHUYECKOIO pelweHna 6ok TakCOHOMUYECKOro
aHanu3a AaHHbiX 0 MUKpoBuoTe (popmMupyeT NpopexeHHble Tabnuubi NPeACTaBNEHHOCTU NO
APYrMM TAKCOHOMUYECKUM YPOBHSIM NOMUMO TAKCOHOMMUYECKOTO YPOBHSt pOAa MNu Buaa.

B HekoTOpbIX BapnaHTax OCyLLECTBIEHNS TEXHUYECKOTo pelieHns 6rok onpeaeneHus pucka
3aboneBaHui oieHMBaEeT aHoManbHOCTL obpa3sya nocpeacTBOM NPOBEPKM  CyMMapPHOro
NPOLEHTa YTEHWA, OTHOCSILMXCS K OAHOMY W3 TAKCOHOB U3 CNWUCKA OMNNOPTYHUCTUYECKUX
nNaTtoreHoB MNn MUKPOOOB, 3aBEAOMO HE OTHOCALLMXCH K KULLEYHON MUKpobuoTe.

B HekoTOpbIX BapnaHTax oCyweCTBNEHUS TEXHUHECKOTo pelleHns 6nok onpeaeneHus pucka
3aboneBaHuin onpefensieT 3alWMIEHHOCTL OT 3aboneBaHUn NONb30BATENs NO AaHHbLIM O
MUKPOOMOTE HA OCHOBaHWU pePepeHCHbLIX AAHHbIX.

B HekoTOpLiX BapuaHTax OCYWECTBMEHUS TeXHWYECKOro peleHust 6nok onpeaeneHus
NPU3HaKoB OCYLLECTBNAET NPOBEPKY Ha HANM4ne LMKNoB B rpade 3aBUCUMOCTEN, N NPU HaNU4uu

yuknos GNoOK He gaeT 3anycTuTb peaykuuto rpada.

KPATKOE ONMUCAHUE YEPTEXEN

Mpy3Haku n NpeMMyLLecTBa HACTOALLIETO TEXHUHECKOTO PELIEHNA CTaHYT OYEeBUOHbLIMY U3
NPMBEAEHHOIO HUXKE NOAPOBHOTO ONUCAHWUA YU NpUNaraembix YePTEXEN, HA KOTOPLIX:

®wr. 1 - npuBeaeHa 6GNok-cxema cnocoba PopmupoBaHnst pEKOMEHOALIUNA NonbL3oBaTento
Ha OCHOBE rEeHEeTUYECKUX AaHHbIX UMY O8HHLIX 0 COCTABE MUKPOBUOTHI KULLEYHNKE;

Dur. 2 - npuseaeHa 6nok-cxemMa cucTembl (POPMUPOBAHUA PEKOMEHAALIMIA NONb30BaTEMIo
Ha OCHOBE €HETUYECKNX AAHHLIX U/UNY AaHHbBIX O COCTABE MUKPOBMOTLI KMLLIEYHNKE;

dur. 3 - nokasaH npouecc paboTbl CUCTEMbI (OPMUPOBAHWA pPEKOMEHOALUNA
MONb30BATEN0 HA OCHOBE FEHETUMECKUX AAHHBIX W/WAM AAHHBIX O COCTaBE MUKPOGMOTHI
KULLIEYHMKA.

dur. 4 - nokasaH BapuaHT peamm3auuu, korga obpasusl ANA OHMX K TeX Xe

nonb3oBarenen umerT Pa3Hble reHoTUuNbLI.
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®ur. 5 - nokasaH BapuaHT peanusayum, Koraa B 3aBUCUMOCTU OT konudecTea obpasuos

reHoTun oAHOro U TOro e nonb3oBaTens MOXET pasnn4aTbCs.

noaPOBHOE ONNCAHNE N3OBPETEHUA

Hmxe GyayT nogpobGHO pacCMOTPEHbI TEPMUHBI U X ONPEAENEeHUs, UCNONb3yemble B
onucaHMK TEXHUYECKOro PELLEHUs.

B aaHHom usobpetenny noa cuctemoii noapasymeBaeTcs KomnbioTepHasa cucrema, OBM
(3neKTpoHHO-BbluMCAUTENbHAsE MawwuHa), YIY (uncnosoe nporpammuoe ynpasnenue), MNK
(nporpammupyemMbiit NOTUYECKUIA KOHTPOJEP), KOMNbIOTEPU3NPOBAHHBLIE CUCTEMbI YIPABNEHUS
n niobble apyrue ycTpoucTea, CNOCOOHbIe BLINONHATL 3a4aHHY0, Y4eTKO OnpeaeneHHylo
nocneaosaTenbHOCTL onepauui (AENCTBUNA, MHCTPYKLWA).

Mog ycrpoucreom 06paboTkM KOMaHL NOApa3yMeBaeTCsl INEKTPOHHbIA Bnok nubo
UHTEerpanHas cxema (MUKPONPOLECCOP), NCNONHSIOWANA MALNHHBLIE MHCTPYKUMK (NporpamMmbi).
Ycrponctao 06paboTknm KOMaHA CYUTBIBAET M BhINONHAET MALUMHHBIE UHCTPYKUMY (MPOrpaMmbl)
€ ogHoro unu 6onee ycTponcTea xpaHeHust [aHHbix. B ponu ycTponcTea xpaneHust 4aHHbIX MOryT
BLICTYNATb, HO, HE OrPaHMUUBAsICb, XecTkne aucku (HDD), dnew-namats, M3Y (nocrosHHoe
3anomuHaloliee yCTporcTBO), TBEpAOTENbHbIE HakonuTenu (SSD), onTuyeckue npueogb!.

Mporpamma - nocnenoBaTenbHOCTbL MHCTPYKUMMWA, NpefHa3sHaYeHHbIX AN UCTNONHEHUs
YCTPOUCTBOM YNPaBNEHNUS BblHUCNTUTENBLHON MALLIMHbI MM YCTPOWCTBOM 06paboTkn Komang,.

MukpobuoTa (HopmanbHas MUKPOMNOpa, HOPMOMopa) HenoBeka — 3T0 COBOKYNHOCTb
BCEX MMKPOOPraHu“3MOoB B Tene Yenosexa.

FeHeTnyeckne aAaHHbIE - 3TO MHGOpmauus o crpykrype [HK, nocnepoBatenbHOCTH
Hykneotnpoe OHK, ogHO- ¥ ONWrOHYKNEOTUAHLIX M3MEHeHurh B nocneposatenbHocTu [HK,
BKMIOYaAA BCE XPOMOCOMbl KOHKPETHOro opranusma. [eHeTnyeckass uHopmMaums 4acTU4HO
onpeaensier Mopdonorudeckoe CTPOEHWE, POCT, pasBuTue, oOMEH BewecTB, MCUXUHECKUN
cKnapg, NpeapacnonoXeHHOCTh K 3ab0NeBanUsSM 1 reHeTUUeCKne NOPOKU OPraHnuamMa.

OpHoHykneoTuAHbIM nonmmopdguam (OHI, amrn. single nucleotide polymorphism,
SNP, npousHocuTCA Kak CHWN) — oTnuuMA nocnegosartensHoctn [HK pasvepom B8 oawH
Hykneotug (A, T, G unu C) B reHome (MNu B ApYroM CpaBHUBaAEMON fl0CneNoBaTenbHOCTH)
npeacTaBuTENENn OAHOrO BMAA WU MEXAY T[OMONOTUYHBLIMU y4acTKamMyu TOMOMOINYHBLIX
XPOMOCOM.

Fannorpynna — rpynna CXoXux ranfioTunos, umeowmx obuwero npegka, y Koroporo
npou3ouina MyTauusi, yHacnegoBaHHas BCeMW NOTOMKamu (OObIMHO — OAHOHYKNEOTUOHbIN
nonumopduam). TepMUH «rannorpynna» LWpPOKO NPUMEHSAETCS B FEHETUYECKOR reHeanoruu -
HayKke, wu3ydatolleh reHEeTUHECKyI0 WCTOPUI0 YenoBevecTsa, C MNOMOWbLID UCCREeNoBaHUA

rannorpynn Y-xpomocombi (Y-OHK), mutoxongpuansHon OHK (MTOHK) v MKM-rannorpynnel.
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Annenun — pasnuyHble POpMbl (3HA4YEHUN) OQHOMO U TOrO Xe reHa, PacnoONOXEHHbIE B

OAMHAKOBLIX YYacTKax (NOoKycax) roMmonorniHbIX XpOMOCOM.

CeksennpoBanne [AHK — onpepeneHue nocnegoBaTenbHOCTU HYKNEOTUMAOB B
monekyne [HK. fog atum moxeT nogpasymeBatbCs Kak amWKOHHOE CeKBeHWpoBaHue
(npouTenue nocneposaTtensHOcTEN BblAeneHHbIX pparmerTos [JHK, nonyyeHHbix B pesynbrate
MNUP peakuwn - Ttakux, kak reH 16S pPHK wunu ero parmeHTbl) n nNONHOreHomHoe
cekBeHupoBanue (npouTeHne nocnegosatencHocTen scen AHK, npucyTtereyowen B obpasue).

FfomMO3MroTHOE COCTOIHME — 3TO Takoe COCTOsHUE MOKyCa, Npu KOTOPOM anfnenu B
[aHHOM NOKYCe MAEHTUYHbBI APYF APYTy Ha rOMOMNOTMYHbIX XPOMOCOMAX.

leTepo3nroTHoe cOCTOAAHME — 3TO Takoe COCTOSHWE NOKyCa, NpU KOTOPOM annenu B
A3HHOM MOKyCe OTNWYAIOTCS APYr OT APYra Ha roOMONOIrMUHbIX XPOMOCOMAaX.

FfemMn3nrorHoe COCTOAHME — 3TO TaKoe COCTOSHWE MOKyCa, NpUW KOTOPOM Yy HEro
OTCYTCTBYET rOMOAOrMYHLIA annenb, TO eCTb XpPOMOCOMa, B KOTOPOW HAaXOAMTCA AaHHbIA NOKYC,

He UMeeT roMONOrMYHOK naphbl.

RsID — 310 obo3HaueHue ugeHTudUkaTopa WHAMBUAYANbHOFO OAHOHYKNEOTUAHOro
nonnmMopguama.
Yrenns (puabl, reads) - AaHHble, npeacTasnsowme cobol  HykKneoTuaHble

nocneposarensHocTu parmeHToB AHK, nony4yeHHsie ¢ nomowbio [JHK-cekseHaTopa.

FASTA — dbopmart 3anucu nocneposatensHocten OHK.

dunoreHeTnka wunu unoreHeTyeckas cucTtemMaTuka — obnactb Buonornueckomn
cCUCTEMaTUKK, KOTOpas 3aHMMAETCA  BbLISBNEHWEM W NPOSICHEHMEM  3BONOLUOHHBIX
B3aMMOOTHOLIEHUN CPeau pa3HbiX BUAOB XNU3HU HA 3eMNne, Kak COBPEMEHHbIX, TaK ¥ BbIMEPLUMX.

a-pa3Hoo6pa3sune - uucnosast BeNnUMHa, xapakrepusyouwias pa3Hoobpaane MMkKpoGHOro
coobuiectsa BHYTPU OAHOW HULWLK. a-pa3Hoobpasve BbIMUCNAETCS C MOMOLbIO TOTO UAX UHOTO
anropuTmMa Ha OCHOBaHUM AaHHbLIX O BUAOBOM COCTaBe MUKPOOMOTbI.

B-pa3HoobGpa3sme - YNCNOBaAA BENUYMHA, XapaKTepuayiowast Mepy pasnuuusa mexay 2
MuUKpoOHbIMK coobuecTesamu. 3TO pasHoobpasue mexay coobuiecTBamm, Nokasarens CTeneHn
A depeHLIMPOBAHHOCTY pacnpeaeneHns BUaA0OB UNN CKOPOCTU N3MEHEHUA BUAOBOFO COCTaBa,
BWAOBOM CTPYKTYpb! BAOMNb FPaauEHTOoB cpeabt. Bo3amoxHbIM NyTb onpegeneHus B-pasHoobpasns
— CpaBHEHWE BMAOBOrO COCTaBa pa3nuuHbix coobulects. Yem MeHbile 0OWMX BWOOB B
coobujecTBax MNK B pasHbIX TOMKAX rPAgUeEHTa, TeM Bbile B-pasHoobpasve.

KapTnposanne kopoTkux npoureHmMn — OuouHdoOpmaTuyeckuih MeToh aHanuaa
pe3ynbrTaTtoB CEKBEHWPOBAHWUA HOBOrO MOKONEHWS, COCTOSILMIA B onpeaencHnun nosvuuin B
pedepeHcHon 6a3e reHOMOB uUNu reHoB, OTKyaa C Haubonbluen BEepOSATHOCTbIO MOrno 6biTh
NONYYEHO KAXA0€e KOHKPETHOE KOPOTKOE NPOYTEHME.

B pesynotate cekseHupoBanus [OHK cospaetcs Habop uqTeHMW. [nuHa 4TeHns y
COBPEMEHHbIX CEKBEHATOPOB COCTABMSIET OT HECKONbKUX COTEH [0 HECKONbKUX ThiCAY

HYKNeoTuaoB.
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«3onoTon crTaHaapT» (3TanoH, pedepeHc) reHoma — nocneposartenbHocTs AHK B

uugposom BUAE, COCTaBIIEHHAs! Yy4YeHbIMU Kak OOWMWiA  penpeseHTaTMBHLIA  NpuMep
reHeTU4ecKoro KoJa TOro UnNu MHOTO BUAA XKMBLIX OPraHu3MoB. B cryyae 4enoBeyeckoro reHoma,
3To moxeT bbiTb, Hanpumep, Bepcus cb6opku GRChg37 (Genome Reference Consortium human
genome 37), koTopas npeactaBnaeT coboi rannouaHbIi reHOM C NepeMexXaloLmMmMmcst NOKycamm
(T. e. u3sHa4anbHO CBEeAEHHble B OAHY NOCHEA0BATENbHOCTL annefnbHbie BapuaHTbl MOryT
pacnonaratbCsi Ha Pa3HbIX XPOMOCOMaXx).

TakcoHOMMA — ydYeHue O NpuHUMNAX U NpakTuKe Knaccudukauunm v cuctemaTusayum
CMOXHOOPraHM30BaHHbIX UEPAPXNYECKN COOTHOCSALLUXCS CYLIHOCTEN.

B HekoTOpbix BapuaHTax ocyulecTtBnenmsi cnocob6 100 peanusosaH B cucteme 200,
KoTopas npepacrasnser u3 cebs Habop 6nokos, kak nokasaHo Ha dur. 2. OgHako cnoco6 100
MOXeT ObITb anbTepHATMBHO peanu3oBaH C WUCNONb3oBaHWeM N6on Apyroi noaxoasLen
cuUCTeMbl (CUCTEM), CKOHMUIYpUPOBaHHOW ANs npvema u o6paboTku reHeTuveckux AaHHbIX
nonb3oBarenen n AaHHbIX O MUKPOBUOTE KMULWEYHUKA 3TUX NONbL3OBATENewn, B COBOKYNHOCTU C
Apyron uHdopmaumen Ans co3gaHus u obmeHa AaHHLIMKU, NONYYEHHbIMW U3 NPOBEACHHbLIX
MuKpoGuonornieckux aHanuaos.

Bnok 201 nonyyYeHus nepeuyHbIX AaHHbLIX NonydYaer npobel 06pa3sya No MeHbLen mepe
oaHoro nonb3osartensi. BollleykasaHHble gaHHble NONy4alT OT NONb3oBaTens NOCpeacTeoM
ucnonb3osaxus Habopa ans orbopa npob, Bknovatowmin koHTernHep 301 ans obpasyos, Kak
NOKa3aHo Ha dur. 3, UMEIOLL A KOMNOHEHT TEXHOMOMMYECKOTO PeareHTa U CKOHMUIypUpOBaHHbIN
Ana npuema obpasua u3 mMecta cbopa nonb3osatenem. [lonb3aoBartenb, HaxXOAAWMUCS B
yAaneHHoMm mecTe OT 6510Kka NoNy4YeHUs NepBuYHbIX AaHHbIX, MOXET NPeaocTaBnaTh 06pasyb!
HagexHbiv obpasom. fJocraBka Habopa ans ot6opa nNpob NpeanoYTUTENBHO BLINOMHAETCH C
ncnonb3osBaHuem cryxobl AOCTaBKU NOCLINOK (HanpuMep, NOYTOBON CNyX6bl, CNyXbbl AOCTaBKK
n T. A.). HNononHuTenbHO wnM anbTepHaTMBHO Habop Ana otbopa npo6 moxer 6biTb
npesocTasBneH HeNnoCpPeACTBEHHO Yepe3 yCTPOUCTBO, YCTAHOBMEHHOE B NOMELEHUN UNK Ha
ynuue, kotTopoe npegHasHadeHo ans obneryenus npuema npodbbl OT nonb3oBaTtens. B apyrux
BapuaHTax ocyuiecrsnenus Habop ans orbopa Npob MoxeT 6bIThb CAAH B KINUHUKY UNK Apyroe
MeauLUHCKoe 3aBefieHne meguuuHcKkoMmy nabopatopHomy TexHuky. OgHako npepocTasnexne
Habopa (-oB) ans ot6opa npo6 nonb3osatens B 6noke 201 NONy4YEHUs NEPBUMUHBIX AAHHBIX
MOXET AOMOMHUTENbHO WNW anbTEePHATUBHO BLINONHATLCA MOObBIM APYrMM NOAXOASILLNM
cnoco6om.

Ha6op(bt) ans ot6opa npob, npeaycMoTpeHHbli B 6noke 201 nonydYeHust NepBUYHbLIX
AaHHbLIX, NPEeano4TUTeNIbHO BLIMONHEH C BO3MOXHOCTLIO OOneryeHust npuema o6pasuos oT
nons3oBatenen HeuHsasuBHbiM 06pasom. B HekoTOpbiX BapuaHTax OCYUECTBEHUN
n3obpeTeHns HemHBa3uBHbLIE CNOCOGLI NONyYeHUst 06pa3ua OT Yenoseka MoryT UCMNonb3oBaTh
nobon Mnu HEeCKONbKO: MpoHUUaeMbit cybeTpar (Hanpumep, TamnoH, BbliNOMHEHHbIN C

BO3MOXHOCTbIO MNpoTupaTe o0bnactb Tena venoseka, TyanetHyio Oymara, rybka v 1. 4.),
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KOHTeWHep (Hanpumep, ONakoH, Tpydka, MewoK u T. 4.), CKOHMUIYPUPOBaHHbLIA AN npuema
obpasua u3 obnactu Tena nonb3osartens u NGOro Apyroro NOAXOASAWEro 3femMeHTa npuema
(cnioHa, kan, mMoya u T.4.). B KOHKpeTHOM npumepe o06pasusl MoryT 6biTh cobpaHbi
HEenHBa3nBHbLIM 06pPa3oM M3 OAHOrO OpraHa WK HECKOMbKWUX, HAMPUMEP, TAKNUX KaK HOC, KOXa,
NONOBOW OpraH YerioBeka, NooCTb PTa U KMULWEYHUK (Hanpumep, C UCNONb30BaHNMeM TaMNoHa u
¢pnakona). Oanako Habop ans ot6opa npobbl, NpeaycMOTPEHHbIn B 6noke 201 nonyyexus
NepBUYHbLIX AAHHBLIX, MOXET AONOMHUTENbHO UNW anbTEPHATUBHO ObiTb UCMOML30OBAH ANS
obneryenns npuema o6pasuoB NONYMHBA3MBHLIM CNOCOBOM MNKU WHBA3MBHLIM cnocobGom. B
HEKOTOpbIX BapuaHTax OCYLeCTBMNEHUA WHBa3WBHbIe cnocobbi npuvema ob6pasua wmoryr
ucnonb3oeatb cnegywowme obbekTbl: urna, wnpuu, GuoncurHble wWKnubl, TpenadH u nobon
APYron noaxoasiimin MHCTpYMeHT Ans cbopa obpasuya NONyuHBA3WBHBIM WUMWU WHBA3UBHLIM
cnoco6om. B KoHkpeTHbix npumepax npobbl nonb3osaTenei MorytT coaepxaTtb OOWH UMK
Heckonbko obpasuos kposwu, 06pa3yoB Nnasmbl / CbIBOPOTKW (Hanpumep, AnRs 3KCTPaKuum
6ecknetouroun [HK) n o6pasuos tkaHen.

BxoaHbie o6pasubl MoryT npeacraBnaTb U3 cebs o6pasupl (CnHa, Mova, Kan, KpoBb),
koTopble MoryT Gbitb o6paboTtaxul, Hanpumep, B nabopatopuu, M M3 KOTOPBLIX NONY4alOT
reHeTU4eCKne AaHHble U [aHHble O COCTaBe MMKPOBUOTLI KULLIEYHUKA NYTEM CEKBEHUPOBAHWUSA
WU reHOTUNMPOBAHMUSL.

B HekoTOpbIX BapuaHTax peanusayuu 6nok 201 nonyyYeHust NepBu4HbIX AAHHLIX MOXET
nofy4aTb AONOMHWTENbHbIE [AaHHble, KOTopble OyayT yuuTbiBaTbCs nNpu  popmMUpoBaHUn
pekoMeHaauvun  Ans  nonb3oBaTtens, w3  AaTYMKOB, CBSA3aHHLIX C  Mofb3oBaTenem
(nonb3oBatensmu) (Hanpumep, AATYMKOB HOCUMbIX BbIMUCIUTENbLHBLIX YCTPOWCTB, AATYUKOB
MOBUNbLHBIX YCTPONCTB, BUOMETPUYECKUX JaTHMKOB, CBSI3aHHbIX C NoNb3oBaTenem u T. A.). Takum
o6pasom, 6ok 201 nonyveHns NepBUYHBLIX AaHHBIX MOXET BKIMOYaTb B cebsi nony4YeHue aaHHbIx
0 (hM3NYECKON aKTUBHOCTU NONb3OBATENS UNU (PM3NYECKOM BO3AEUCTBUM HA HEro (Hanpumep,
DaHHbie akcenepometrpa W rypockona ¢ MOOWUALHOIO YCTPOMCTBA WNU  HOCUMMOrO
BbIMUCAUTENBHOrO YCTPOMCTBA MonNb3oBaTens), AaHHble 06 okpyxawwen cpege (Hanpumep,
OaHHble 0 TemMnepaTtype, AaHHble O BbICOTE, AaHHbIe O KNUMaTe, gaHHble O napameTpax ceeta 1
T. A.), Aa@HHbIE O NWTaHUK NONbL3OBATENA WNW [AaHHbie O AueTe (Hanpumep, AaHHble U3
PErucTpaunoHHbIX  3anucewn o} NPUHUMEEMbIX nuueBbIX  NPOAYKTaX,  AaHHble
CNeKTPooTOMETPUHECKOrO aHannaa v T. A.), buomeTpudeckne aaHHble (Hanpumep, AaHHbIe,
perncTpupyembie C NOMOLLbIO AATYMKOB B  MOOBUNBHOM  BbIYUCIUTENBLHOM YCTPOMCTBE
NonbL30BaTeNs), AaHHbIE O MECTONOMOXEHUW (Hanpumep, C ucnonb3osaHuem gatyukos GPS),
AnarHocTuyeckue aaHHbie unu nbble gpyrue noaxoasive AaHHbie. [JononHUTEeNbLHO wvnu
anbTepHaTUBHO, [ONONHUTENbHLIV HABop pAaHHbIX MoXeT OblTb NONyYeH W3  JaHHbIX
MEeAULIMHCKOW 3anucuy U / uNu KNNHUYECKUX AaHHbIX Nonb3osaTens (e#). B HekoTopbix BapraHTax
peanuaauun AONONHUTENbLHBLIN HABOP AaHHBIX MOXET ObiThb NONYHYEH U3 OAHON UNU HECKONbLKNX

3NEKTPOHHbLIX MeauumHckux 3anucen (EHR) nonb3osartens (ew).
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Bnok 202 koHTpons ka4ecTBa Ha OCHOBaHWM NPo6 o6pasua nonb3oBaTens, NONYYeHHbIX

B 6rioke 201 nony4eHus NePBUYHbLIX AAHHBIX, MONy4aeT OQHOHYKNEOTUAHbBIE NONMMOPEIN3MbI 1
YTEeHUS NONb30BaTeNs.

B ypoBHe TexHUKM Npu NONyyYeHUU reHETUYECKUX AAHHLIX GbLIBAIOT HECKONbKO TUNOB
owwnbok. Hanpumep, obpasubl ANs 0QHUX W TEX Xe NONb3oBaTeNen UMEIT PasHbie reHoTUNbI,
Kak nokasaHo Ha Qur. 4. inu, Hanpumep, B 3aBUCUMOCTU OT KOMUYecTea 06pasuoB reHoTun
O[1HOMO Y TOro Xe NONb30BaTENA MOXET pasnuyaTbes (dPur. 5).

YTobbl nNpenoTBPaTUTL BLIBOA HENPaBWUIbHLIX WHTEPApEeTauui, paHblie B YpPOBHE
TeXHUKN TeHETUKK BPYUHYIO NpOBEPAnu, ABnseTca nu obpasey npaBunbHbiM, NCXOAR U3 Yucna
NaToreHHbiIX annenei Ans OQHOr0 OAHOHYKNEOTUAHOro nonumopduama w nokasaTtensi
WHTEHCUBHOCTH, 4TO SBNSAETCS O4YeHb HEIDDEKTUBHBLIM.

Mpy nonyyeHun OAHOHYKNEOTUAHLIX NOonuMopduamos, 6nok 202 KOHTPONA KayecTsa
ocywecTenaetr ux koHtponb kadecrtsa (QC - Quality Control). aHHbie MoryT nony4yaTtb w3
KpeMH1eBoro Guounna nocpeacTeomM CkaHepa GuouMnoB, Ha KOTOPbLIN HaHeceHbl Hebonbluve
otpeskn OHK - 30HAbl, KoTOpble cneuudpuuecku ceasbiBaoTcs ¢ OHK nonb3osatens. Mpw
yCNEWHOM CBA3bIBAHUM K ITUM AAHHLIM MOXET NPUCOEAUHATLCH (DNIOPECUEHTHANA MeTKa.
Burouvnel Ana reHoTunNUpoBaHWs no3sonsoT nposoanTe SNP-TunMpoBaHne n aHanus sapuauui
4ncna Konui reHoB, reHoTunuposaxve o6pasuos Ans 6MOGaHKOB, TapreTHOE reHOTUNNPOBaHUE.
B pesynbtatre pabotel ckaHepa 6uouuna nony4alT  MH@OPMAUMIO O  rexroTunax
OAHOHYKNEOTMAHbIX NONUMOPMU3IMOB [f1s1 KOHKPETHOro Nonb3oBaTens, COAEpXallylo Taike
nonumopuamsl ¢ X- n Y-xpomocom. BbllweykasaHHas wHgopmauma MoxeT B cebs Bkniovatb
naeHTuukaTop reHetudeckoro nonumopduama (rslD) u ogun unu asa annens. Annenb B
AaHHOM cny4yae - 370 cTpoka u3 cumeonos A, T, G, C, -. Hanpumep, gaHHble MOFyT GbiTb

npeacTasneHbl B creayoulemM smae:

# rsid chromosome position genotype

rs4477212 1 72017 A/A
rs3094315 1 742429 A/A
rs10195681 2 8674 C/C
- rs11901199 2 8856 G/G

rs7885198 X 67869221 G
rs2066847 16 50729867 -/IC
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Ha NEepPBOM Ware onpeaensitoT non nonb3osBarens NOCPeaACTBOM NOACHETA KONUYeCcTBa

OAHOHYKNEeOoTUAHLIX nonumopdusmos no X- n no Y-xpomocomam. B 4acTHOCTH ocyLecTsnswoT
noacyer A0NKW OAHOHYKNEOTUAHLIX NONMMOPE(U3IMOB Ha X-XPOMOCOME B [OMO3UTOTHOM

COCTOAHMM U  A0NU  OOHOHYKNEOTUAHBLIX NONMUMOPEU3IMOB, ANA KOTOPbLIX HE YAanochb

OCYL{ECTBUTb TrEeHOTUNUPOBaHWe, Ha Y-xpomocome. [ns nogcyetra OAHOHYKNEOTUAHbLIX

nonMmMopdnU3mMoB Ha X-XpoOMOCOME ONpeaensioT YUCNO OAHOHYKNEOTUAHBIX NONUMOPPUIMOB Ha
X-XpOMOCOME B rOMO3UTOTHOM COCTOSIHUW, obLee YCNO OAHORYKIEOTUAHBLIX NONMMOPEHU3IMOB
Ha X-xpomMocome, NOcne 4ero OonpeaensioT OTHOWEHWE NepBOro Yucna Ko sTopomy. Ons
noacqeTa OAHOHYKNEOTUAHbLIX NONUMOPMPU3MOB Ha Y-XpOMOCOME ONpeaensitoT  4Mcno
OAHOHYKNEOTUAHbLIX MNONUMOPKMUIMOB C HeonpeaeneHHbiM reHotunom, obuee 4ucno
OAHOHYKNEOTUAHLIX NOAMMOPPU3IMOB Ha Y-XpOMOCOME, NOCNE 4Yero HaxOAAT OTHOWEeHue
nNepBoro Ynucna Ko BTOPOMY.

B cnyyae cosnageHnus onpegeneHus nona no X- ¥ no Y-XpOMOCOMam WTOrOBbIV NOn
04HO3HauYHo onpepgenéd. B cnyvae, ecnu no X onpeaenuncs myx4uHa, a no Y — xXeHlWmHa, To
pesynbTatom sisnaetca X0 — npusHak cuHapoma TepHepa; ecnu HaobopoT — TO NpuaHak
cuHapoma KnanHdenbrepa. B HEKOTOPbIX BapMaHTax OCYLLECTBAEHUS B CyYae HeCcoBnaaeHus
onpeaeneHvs nona no X- n Y-xpomocomam npov3soguTcs AONONHUTeNbHas nposepka obpasua
Ha Hpak, Tak Kak C BbICOKOW AONEi BEPOSITHOCTM pedb MAET UMEHHO 0 Bpake, a He 06 yKa3aHHbIX
OBYyX CUHApPOMAX.

MNocne onpeaenerus nona 6nokom 202 KOHTPONS KA4YECTBA HA 3Tane KOHTPONs Ka4ecTsa
B Criy4ae MYXXCKOro nofia 04HOHYKNeoTuaHbIE NOAMMOPPU3MbI B TOMO3UTOTHOM COCTOSIHUK C X-
“ Y-XpomMoCOMamMu KOHBEPTUPYIOTCS B OJHOHYKIEOTUAHbLIE NONUMOPMU3MbI B rEMUIUrOTHOM
COCTOSIHUK, NpPU 3TOM FETEpPO3UTOTHbIE OAHOHYKNEeoTUAHbie nonumopduamel ¢ X u Y-
XpomocoMamin OT(PMNbTPOBLIBAIOTCA U HE NONAAAaT B WUTOFOBYKD BbIDOPKY reHETUHECKUX
AaHHbIX. B cny4yae xeHCKoro nona Bce OAHOHYKNEOTUAHbIE NONUMOPMU3MbI C Y-XPOMOCOMONA
OT(PUNLTPOBLIBAIOTCA M HE NONagalT B WTOFOBYID BbLIOOPKY reHeTudeckux AadHbix. [og
KOHBepTaunen B AaHHOM TEXHWYECKOM pelieHUn NOHUMAETCs yaaneHvue OAHOro annens w3
napol.

Tawke 6nok 201 nonyyYyeHus NEPBUYHBLIX AAHHBLIX NONYyYaeT AaHHble B pesynbrare
CEKBEHMpOBaHUA nocneaosBarenbHocTen MUKPobHbIX reHos 16S pPHK MukpobuoTsl kueuHuka.
B HekoTopbix BapunaHTax ocywecreneHus 6nok 201 nony4eHns NEPBUYHLIX AaHHbLIX NonyYaer
hannsl cexsennposanus 8 popmate FASTQ wunu FASTA, nonyveHHble ¢ cekBeHaTopa, no
ogHOMYy (hauny Ha kaxabin obpaseu. MpeanodTUTENBHO MOXET NPUMEHSITLCA aMMNMKOHHOE
CEKBEHUPOBAHME, HO TAKKE MOXET NPUMEHATLCA NONHOTEHOMHOE cekBeHupoBaHue (WGS).

B npouecce cekBeHMpoBaHUSA, 3aKNIOMUMTENBHLIM 3TANOM 3anycka CexBeHaTopa A8naeTcs
HaxoxaeHne Hykneotuaos (aHrn. base calling) - npeobpasoBaHne NPOMEXYTOUHbIX “Cbipbix”
(BHYTpeHHUX) curHanos npubopa (M306paxeHuit, CNEKTPOB, KAPT UHTEHCUBHOCTI) BO MHOXECTBO

4TEHWI, CONPOBOXAAEMbIX Dannamu kavecTBa (No oaHOMY Ganny Ana KaXA0W HYKNeoTUAHOR
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nosuyumn). YteHus cocTosT M3 4veTbipex cumeonos Hykneotuaos (A, C, G u T), a Takke

]

cnyxebHnoro cumeona N unu “”, unu “?”, o6o3HavarOWero NONHyK HeonpeaeneHHoCTb

OTHOCUTENbHO 3HAYeHUS B AAHHOW NO3ULMK (CEKBEHATOP HE MOXET onpeaenvTb HykneoTua),

Hanpumep B suae
“GCAAAAAACTTACCCCGGAACAGGCCGAGCAGATCAAAACGCTACTGCAATACAGACCAT
CAAGCACCAACTCCCNNNCGTAGNNNNNNTATGTTNNNNG”. C TOUKM 3peHuns

6vonHbopmaTUHECKoro aHanusa BaxHeNLLUMK SBASIOTCA CREeAyoWmMe XapakTEPUCTUKA YTEHUIA
ABE Bewy: BO-NEPBbIX, KAKOW ANWUHbLI NONYYATCH YTEHWUS, BO-BTOPbIX, KAKUE B HUX MOTYT 6biTb
ownbkn u kak 4Yacto. MpubopHbii BGann kadectBa (aHrn. quality value) - BenuuuHa,
XapaxkTepusyiowasa BepossiTHOCTb OTCYTCTBUR OWKMOKM B AAHHOW NO3MUMM, Bbl4UCNAEMasn
CEKBEHaTOPOM UCXOAN M3 KavecTBa curHana:

@ = —10log.oP

roe P - BepoATHOCTL OWwnbKkn B aHHOW no3uumun. B pasHbix BapuaHTax ocyuleCTBREeHUs
4YTEeHUs U ux Bannbl Ka4eCTBa MOryT reHepupoBaTLCs B BUAE ABYX haitnos ans kaxaoro o6pasua
(cpopmar FASTA) nubo obbeauHeHbl B eauHbit daitn (popmat FASTQ); npu 3atom C Uenblo
3KOHOMUM AUCKOBOr0 NPOCTPAHCTBA [AAHHbLIE TEKCTOBblE nNpeacTaBneHnst ™Moryt ObiTh
nepeseeHbl B BOU4HLIV hopmaT.

[nsa yckopeHus pacuyeTtos, (pannel pasmepom, Hanpumep, 6onee 500 MB ¢opmaTta
FASTQ npopexwusatotca go, Hanpumep, 89951 uTeHuit (3TO KONWYECTBO YTEHUN B CpeaHeM
coorsercreyer pasmepy gavina 8 500 Mb npu gnuHe pugos 250 Hykneotugos). HauuHas ¢
HEKOTOpOro 3Ha4veHusi ysenuyexue rnybuHbl cekseHmpoBaHus cnabo BnusieT Ha nonydYaemblv
BWOOBOW COCTaB MUKPODBWOTLI.

bnok 202 KOHTPONA Ka4YecTBa OCYWECTBASET OTCEnBaHME YTEHNIN CO cpeaHum Bannom
KavecTBa HUXE 3apaHee 3alaHHOro noporosoro. B apyrux BapuaHrax ocyuleCTBNEHUs C KOHLIOB
YTEHUN MOryT afanTUBHO yAaAnATbCS NO3ULuU, UMerwme HU3knn 6ann kadectea (Hanpumep,
nocnepoBaTenbHO YAANATCA BCE HYKNEOTUAbI € 5 kK 3’ KOHUY A0 Tex NOp, NOKa HE BCTPeTUTCS
no3uvuus ¢ 6annom Kavecrsa, NPEBLIWALWNM PUKCUPOBAHHLIV nopor). JononHuTenbHo 6ok
202 kOHTPONSA Ka4ecTBa OTCEMBAET NOCTOPOHHIOKW FEHETUMYECKYID VHPOPMALKIO B UTEHUSX,
nmetownx Hebronormyeckoe NponcXoXaeHue, BO3HUKAKLWYK WM3-38 NPOYTEHWUS apTedakTHbIX
nocneaoBaTensHOCTEN, BO3HUKAOWKUX B XOAE HENMPaBUINTLHOW XUMWUYECKON MOoAMUKauum
ncxoanon OQHK.

Mpy BbINONHEHUW npouecca KOHTpoNnsa kavecrea Gnok 202 KOHTPONs kadyecTsa MOXeET
MCNonb3osaTb BbIMUCNUTENbHLIE METOAbl (Hanpumep, CTaTUCTUYECKUE MeTOAbl, MeToabl
MaLUUHHOTO 0By4yeHus, MeToabl UCKYCCTBEHHOTO UHTENMNEeKTa, MeToabl GUOUHgopMaTUKU U T. 4.).

3atem 6nok 202 KOHTpPONS KadecTBa nepeaaer CNUMCOK OAQHOHYKNEOTUAHbIX
noNMMOPMU3MOB RONL3OBATENSA C KOOpAMHaTamu (XPOMOCOMa U ee NOo3uUMsl) U TeHOTUNOM
nones3osatens B 6nok 203 NnonynAUMOHHOIO aHanM3a reHeTUYEeCKUX SaHHbIX.

lannorpynnbl 6bIBaOT ABYX TUNOB: MAaTEPUHCKAA rannorpynna v oTUoBCKasA rannorpynna.
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B 6noke 203 nonynsauvoHHOrO aHanusa reHeTUYEeCKMX [AaHHbIX CHavana onpenensior

OTUOBCKYIO rannorpynny Ha OCHOBaHuu aepeBa myTaumnm ans Y-XpOMOCOMbI U Te@HETUHECKUX
AaHHbIX nonb3osartens. [lepeso myTaumin MoxeT 6biTb NnpeacTaBneHo, Hanpumep, B dopmare
XML. TeHernyeckue paHHble nONb3oBaTENs COAEPXAT CNUCOK  OQHOHYKNEOTUAHbIX
NONUMOPdU3IMOB C KOOpAUHATaMKU (XPOMOCOMA M NO3KLUS) U FEHOTUNOM Nonb3oBartens. [Jepeso
mMyTauun Ans Y-XpOMOCOMbI COAEPXUT MyTauuKu, XapakrepHbie ANs KaKAO0W rannorpynnb
(no3unyusa - nonumopdunam).

CrtpykTypa paHHbix U cnoco6 pacyetra Ans MATEPUHCKOW rannorpynnbl cosBnagaer ¢
OTLIOBCKOW, 3@ WCKIMOYEeHWEeM TOro, YTO MaTepuHCKasi rannorpynna paccdutoiBaerca no SNP
(opHOHYKNEOTMAHBIM  nonumopduamam) ¢ MT-xpomocOoMbl, a OTUOBCKast ranforpynna
paccuutbiBaetca no SNP (ogHOHykneoTugaHbiM nonumopguamam) ¢ Y-xpomocomsl. B
pesynbrare AnA MyX4YuH BblYUCNAETCH W OTUOBCKAA U MaTEpUHCKasl rannorpynnbl, a Ans
XKEHUINH TONBKO MaTepuHcKas rannorpynna.

Kaxpas rannorpynna, Kpome usHadanbHOW, umeeT OAHy POAMTENbLCKYIO rannorpynny, n
OAHY UNK HECKONbKO AovepHux. Kaxpasn rannorpynna umeet KOHEYHBLIN CRMCOK onpeaensaouinx
myTtaumin. Takum obpasom, obpasyercsa pepeso rannorpynn, rae pebpa onpegensioTcs
Habopamu myTaLui.

Bnok 203 nonynsauMoOHHOro aHanu3a reHeTU4ECKNX AaHHbLIX NPK OnpeaenexHnun OTLOBCKON
rannorpynnbl UCNOMb3yeT AepeBo MyTauun, reHeTUYecKne AaHHbie nons3oBartens v pabotaer
cnegyowmm obpasom:

onpepensieT KONUYECTBO BXOXKAEHWWA Kawgoro nonumopduama B AepeBo MyTauuin
(ranpumep, A123G BcTpedaeTcs 3 pasa B gepese, T456C scTpevaeTca B aepese 22 pasa);

70. COXpaHAET O0TAENbHO MAaKCMManbHO BO3MOXHOE KOJTMYECTBO BXOXAEHUN NonMmopdpunama
B gepeso (nony4yaertcsi yucno, Hanpumep 30);

oueHMBaeT Kaxabin nonumopdusm no opmyre: MakCUManbHOE YUCHO BXOXOEHWN
kakoro-nubo nonumopduamMa (onpeaeneHHoe Ha npegbiayuwiem lare) MUHYC KOMMYECTBO
BXOXAEHUW JaHHOro NnonMmopguama B AepeBo. JTO 3HAYEHUE ABNSETCH BECOM NnonuMmopdnama;

HaxoauT CoBNageHna NONUMopMU3IMOB Mexay 06pasuom (NoNb3oBaTENbLCKUE AaHHbLIE) K
Kawaown rannorpynnowy;

HaxoauT HecoBNageHust nonuMoOp@uU3amMoB mMexay obpasuyom (nonb3oBartensckue
OaHHbIE) W Kawaow rannorpynnon. B  KOHTEKCTE [AaHHOIO TeXHUYECKOro petieHus
Hecosnajanwmn NnoNUMopduU3mM - 3TO Takon NonuMopdU3M, NPU KOTOPOM MyTauusa ABNASETCH
obpaTHoOR ykasaHHOW. Hanpumep, ecrnv B AepeBe MyTauui HaxoauTes myTauua A12345C, a‘y
nons3oBartens reHotun A, 10 6nok 203 NONYNSUNMOHHOIC aHanu3a TreHETUYECKUX AAaHHbLIX
onpegensier, 4T0 3TO He COBNAAAILWLMNN NONUMOPEUIM.

ecnu B nepese myTauun Haxoautes mytauma A12345C, a y nonb3oBarens reHotvn He C
1 He A, To 6nok 203 nonynsiUMOHHOrO aHanNu3a reHeTUYECKMX AaHHbIX OTODpaxaeT MyTauuio Ha

KOMMNEeMEHTAPHYIO yenouky u nonyvaerca T12345G. Ha paHHOM ware meHseTcst o603HaqeHue
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annenev Ha KOMMNEMEHTapHbIE, TO €CTb MEHSIIOTCA annenu Tak, kak 6yaTo oHu Obinv Ha FWD

uenodke, a crany Ha REV.

onpejenaeT KONUMYECTBO COBRABWWX W HE COBNaBWIKUX NOAMMOPMOUIMOB ANA KaXaou
rannorpynnei;

oueHuBaeT rannorpynny (KoTopas ABNAETCS INEMEHTOM AepeBa MyTauun) no popmyne:
cymMMa BeCOB COBMaBWnX NONMMOP(PUIMOB MWHYC CyMMa BECOB He COBNAaBLLWX
NoAMMOPPU3MOB;

HaxoauT TakoW NyTb NO Aepesy MyTauun, 4ToObl Cymma oueHok rannorpynn Obina
MakcumanbHa. KoHeuyHast rannorpynna 8 Takom nyTu u OyaeT SIBNSTLCS WCKOMOMW OTLIOBCKOM
rannorpynnow.

AHanorvndHo, 6nok 203 nonynsiLMOHHOTO aHanu3a reHeTMYEeCKUX AaHHbIX onpeaensieT
MaTEePUHCKYIO rannorpynny, OAHaKO HA OCHOBaHWWM fAepeBa MyTauuw ONsi MUTOXOHOPUU U
reHeTU4ecKUx fAaHHbIX nofnb3oBatena. MTAOHK xpaHuT aepeBo mytaum — yCTOMYMBLIE
reHeTM4yecKkue Mapkepbl (ranfnorpynnbi), KOTOpbie NOBTOPSIOTCS y BCex NOTOMKOB. [epeso
obpasyetca Tak: mapkepbl BO3HMKAIOT BO Bpems myTauuin u HakannusawoTtcs 8 MTOHK. Ectb
BO3MOXHOCTb NpOCNeanTb OTHOWEHWE pPOACTBA pPasnUYHbIX NONYNsSUUW NO  KONWYeCTBy
coBnNapalwmnx mapkepos — 4em Bonblie mapkepoB coBnagaert, Tem Gnuxe poacreo. Ecnu
Mapkepbl nocne onpeaeneHHon MyTauum He COBNafalT, MOXHO CKa3aTb, KOrga Monynauuuv
pPa30LWINuUChb.

Banee 6nox 203 nONynAUMOHHOFO aHanNU3a rEeHETUMECKUX AaHHbLIX onpepenset
NONYyNALMOHHBLIA COCTaB NONb3oBaTeNs Ha OCHOBaHMM [aHHbLIX O FTEHOTUNAX NIOAEN K3 Pa3HbIX
nonynsauu, CNUCKa OAHOHYKNEOTUAHbLIX NONUMOPMMIMOB C KOOpAWHAramu (Xxpomocoma u
no3avumrs) N reHOTUNOM NONL3oBaTENS!.

Bnok 203 nonynsauyMoOHHOro aHanu3a reHeTUYECKNX AaHHbIX onpeaenseT NonyNALUUOHHbLIV
COCTaB NOCPeACTBOM NPUMEHEHUSI MeToAa FMNaBHbIX KOMNOHEHT. KawAablih FeHeTUMeCKUun
obpasey u3 6asbl reHomMoB Ans nonynauuin pasbuBaeTcsl Ha OTpe3ku, COoCTosiMe U3
onpeaeneHHoro KonM4YecTBa OAHOHYKNEOTUAHbLIX NONUMOPM3MOB, CleayrWmnX 8 reHoMe apyr
3a Apyrom nocneaosarenbHO. Onst Kaxgoro orpeska obpasua onpeaensercs BEKTOp MEeToAoM
FNaBHLIX KOMMNOHEHT.

AHanoruyHo, onpeaenseTcs BEKTOP METO40M FNAaBHbIX KOMNOHEHT AN KaXA40ro oTpeska
BxogHoro obpasua.

Kaxgbin orpesok obpasua OTHOCUTCS B MTOre K onpegeneHHoW nonynsuum nytem
CpaBHEHUsi C BEKTOpPaMHu, onpegeneHHbiMu paHee.

Jons nonynsiuMmn paccuYnTLIBAETCA KaK KOMUYECTBO OTPE3KOB 00pa3ua, OTHECEHHbIX K
3TOM NonynAuuK, nogeneHHoe Ha obuee Yncno oTpeskos obpasua.

B HekOTOpbiXx BapuaHTax OCYLECTBNEHUA U300pETEHUS MOXET UCNONL30BATLCH METoq
FMaBHbIX KOMNOHEHT ANA pasnoxeHus obpasua Ha BekTop U3 12 NONyNSILUMOHHLIX KOMNOHEHT,

npuyem Ha BXo4 nopaetcs obpasel uenmkom.
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B Hekotopbix BapuaHTax ocywecTtBnenus 6nok 203 nonynsuMOHHOrC aHanuaa
FTEHETUYECKUX [JaHHbIX Ha OCHOBAHWKM CMUCKA OAHOHYKIMNEOTUAHbLIX MONMMOPMU3MOB C
KoopauHatamu (xpomocoma v no3vyvs) 1 reHoTuna nonb3osartens, Habopa yHacneqosaHHbIX OT
HeaHaepTansua annenen 8 onpeaeneHHsbIXx nonumopduamax onpegensiet obuiee KoNUYecTso
HeaHaepTanbCKkux annenen B obpasue cneaywowmm obpa3om: ecnu HeaHaepTanbcKkas annenb
B FOMO3UIOTHOM COCTOSIHWUW, Toraa +2 K pesynbraTy, €Cnu HeaHaepTanbCcKas annens B
reteposMroTHOM CoCTosHWM, Torda +1 K pesynbraTy, uHade +0. W3HavanbHO Habop
yHacneaoBaHHbIX OT HeaHaepranbua annenen moxer ObiTb pasgeneH Ha TPy 4acTu no
nonynauuam: ASN, EUR u EURASN u B utore cnut B oaun Habop. fanee, nosvuun Ha
xpomocome nepesoaatca u3 37 8 38 cOopok reHoma.

B HekoTOpbix BapuaHTax ocyuwecTeneHun npy nonHoreHomHom (WGS) npodunuposaxum
cocTtaBa MUKpPOOuoTbl 610k 204 TaKCOHOMUYECKOrO aHanu3a AaHHbLIX 0 MUKPOGUOTE KapTupyeT
METareHOMHbIE YTeHUs Ha Heu3bbITOUHbIW KaTanor, COCTOSLWUIA U3 NpeacTaBuTeNbLHOro Habopa
reHOMOB MUKpPO6OB KueyHuKa. B AaHHbIA KaTanor MOryT BXOAWTL FeHOMbI BakTepuit, a Takke
apxen, BCTPEYaIOWUXCA B KULIEYHMKE Nonb3osaTens. [aHHbli kaTanor MoxeT 6biTb BoipaboTtaH
Ha OCHOBaHUu O6LWENOCTYNHbIX KPYNHbIX ©§a3 AaHHbIX, a TakKe ABTOMAaTWYECKOro aHanvia
ny6nukaumin, nMerLnxcs B ypoBHE TEXHUKW. B HEKOTOPBIX BapuaHTax peanusauuu paciumpaT
Habop pedepeHCHbIX reHOMOB, YTO NO3BONSIET PErynapHO A06aBNATL HOBbIE ONYBNUKOBAHHbLIE
reHombl. Pe3ynbrar kaprupoBanus moxeT OblTb coxpaHeH B (hainne copmara BAM. B
HEKOTOPbIX BapnaHTax OCYWECTBEeHNU ANS KaKA0r0 reHoMa OnpeaensioT CyMmMapHylo AnvHy
KapTUpoBaBLIMXCS Ha HEro YTeHun (rnybuHa nokpoitTus).

{lpy NonHOreHoMHOM aHanuse MUKpoOOUOTLI OTHOCUTENbHAR NPEACTABNEHHOCTL reHoma
Aanee Moxet onpeaenaTbcs 6nokom 204 TaKCOHOMUYECKOrO aHanu3a AaHHbiX 0 MukpobuoTte
nyTem HOpManu3auuy NOKPLITUSt Ha ANVHY reHoma n obuLy0 ANUHY KapTUPOBABLUMXCA YTEHUR:

Y. AJIMH KapTHPOBaBIIMXCH puaoB/
JUTHHA TeHa

OTHOCHTe/bHAS TIPEACTABAEHHOCTb reHa = 107 x (
006ifan ANHHA KapTHPOBAaBIIMXCA PUAOB o6Gpa3ua

MNpu ananuse wmukpobmotsl ¢ nomouwblo 16S pPHK cekseHupoBanus nocne
npeasaputenoHon obpaboTku, 6nok 204 TaKCOHOMWMYECKOrO aHanW3a AaHHbiX 0O MUKpobuoTe
OCYWECTBNAET KOMUYECTBEHHLIA TAKCOHOMUYECKUW aHanv3 AaHHbiX NyTeM onpeaeneHus, K
KaKowu n3secTHon 6akTepuu npuHagnexuT kaxgoe vyredune 16S pPHK (unu ero oparmeHTa) u kak
MOXHO OXapakTepu3oBaTb YTEHWA OT Heu3BeCTHbix Oaktepui. Mouck ocyuwiecTenaercs ¢
npUMeHeHneM cTpaTerum noucka Ha oOcHoBawuu wabnona (anrn. reference-based).
TakcoHomuyeckas knaccudpuvkauus onupaeTcs Ha 6a3oBoe nMOHATUE  ONEpPauNOHHON
TakcoHomuyeckon eauHuubl (OTE, adrn. operational taxonomic unit, OTU) - onpepenenue
6akreprnanbHOro BuAa Ha OCHOBaHUWM OOHOWM nWwWb niocneaosatensHocTn 16S pPHK. Ha6op
yTennn reda 16S pPHK (unu ero peruoHa) conoctaBnsiercs ¢ npeacrasutensHon 6a3on
nocneaoBaTtenbHOCTEW OAHHOrO reHa. Kaxpoe 4TeHue OTHOCWTCR K TOW TakCOHOMWUYECKOMN

eavHuue, ¢ xotopoi OH obnapaer BLICOKOW CTeneHbl cxoacTBa. B cnyyae Heckonbkux
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COBNafeHN BO3MOXHO ClyvyanHOe Ha3HadeHue uTewus oaHon ua atux OTE. B 6ase kaxpas

3anucb SIBNAETCA MNPEeACTaBUTENbHOW NOCNEeAO0BATENbHOCTBIY COOTBETCTBYIOLLETO OTE,
NONYy4YEHHHOro paHee B pe3ynbTare KnacTepHoro aHanusa. B 1o Bpems kak nopor cxoacrsa
MOXHO BapbMpOBaThb, TPAAULNOHHO B METAreHOMHbIX UCCNEA0BaHUAX UCMONb3YETCA 3HAYCHUE
97% cxoAcTBa Kak 3BPUCTMHECKAs OueHka crenenu cxogacrea 16S pPHK BHyTpu ogHoro
HakrepvansHoro Buaa. OgHako gaHHOe 3HaYeHUe He SABNAETCst aBCONOTHLIM: C OAHOW CTOPOHBI,
u B npegenax oaHoro 6akTepuanbHOrO BuWaa MOryT BCTpedaTbCs 6akrepuv C CUMbHO
pasnuyanumMMmMca NocneaoBaTenbHOCTAMU 3TOr0 reHa, C APYro CTOPOHbI, Y ABYX Pa3HbIX
BMAOB MOIYT ObITh MAEHTUYHbIE NocneaoBaTensHocTu (Hanpumvep, Escherichia n Shigella).

B NaHHOM TeXHMY4EeCKOM pEelEeHUn MOryT MPUMEHSITbCA B HEKOTOPbIX BapuaHTax
ocyulecTeneHns aBe Apyrue oCHoBHble cTpaterum ngentudukaumm OTE, n3secTHbie U3 ypoBHS
TEXHUKX: NoucK de novo u rmbpuaHbii NoAxXo4 (CoveTaKMiA 3NeMeHThl NONCKa Ha OCHOBaHUK
wabnoHa 1 noucka de novo).

HakonneHHbie nocneposatensHoctm no 16S pPHK cekBeHupoBaHuio MUKPOGUOTSI
csBoanaTca B 06beavHeHHble 6a3bl AaHHbIX 1 punoreHeTuyeckn aHHoTupytotcsi. Cpeau Hanbonee
ucnonb3dyembix 6a3 paHHbix B ypoBHe TexHuku Greengenes (Kypupyemass 6asza nonHbIx
nocneposatensHocten reHa 16S pPHK), SILVA (BknovaeT nocnenoBatensHOCTU HE TOSLKO
16S, Ho vn 18S, 23S/28S gna aykapuoT), RDP (aHHOTauus MeHee yHudumumposaHa, Ho obbem
Bbiwe, yem y Greengenes).

B pesynbrate obpabotkv Habopa metareHomos B opmate 16S pPHK nonyvaetcs
Tabnuua OTHOCUTENbHOW NPEACTABMNEHHOCTU, KOTOpas OTpaXaeT KOMMYECTBO HTEHWUN,
OTHECEHHbIX K Kawaou TakcoHomuueckon eguHuue (OTE) u3 6a3sbl AaHHbIX ANA Kaxaoro
obpasua. MpopexeHHas Tabnuua oTHOCMTENbLHOW NPEeACTaBREHHOCT MOXET ONPeAenATLCA No
cnegyowiemMy npuHuMny:

a. Ecnu cymmapHoe 4ucno vreHun gns obpasua no Kaxaow TakCOHOMUYECKOW eauHuue
MEeHblue noporoBoro 3Hauyenus (Hanpumep, 5000), TakoW o6pasey uckn4aeTca U3
OanbHEeWWwero aHanuia kKak He noaxoAasiuiu Mo KavecTey v NOAMNEXawun noBTOPHOMY
CeKBEHVMPOBaHMUIO.

b. Ecnu cymmapHoe yncno uteHud anst obpasuya no Kaxaoh TaKCOHOMWYECKOW eanHule
6onbwe vnu pasHo NOporoBomMy 3HaveHuo (Hanpumep, 5000), TO YACNO YTEHUI ANA Kaxaown
TAKCOHOMMUYECKON €eAuHULbl NPONOPUMOHaNbHO HOpMUpyeTCs Takum o06pasom, 4ToObI
CyMMapHOE YMCNOo YTeHU Ans obpasua crano pasHo NOPOroBomMy 3HadeHuo (Hanpumep, 5000).

B HexkoTOpbix BapuaHTax OCYyLIECTBNEHWS1 OTHOCWUTENbHAs NPEeACTaBAEHHOCTb
HopmupyeTcs. [ina 9Toro ans kaxaoro obpasua CymmupyeTcs KONUMYeCTBO ero YTeHUM, KOTopbie
yCnewHo oTKapTupoBanuch Ha pedepeHcHyio 6ady. HopmupoBaHHas npeacraBneHHOCTb ANns
Ka¥aoro TakCoHa pacCYUTbIBAETCH KaK KONUYECTBO YTEHWUWA, OTHECEHHbIX K 3TOMY TaKCOHY Ans
AaHHoro obpasua, geneHHoe Ha obulyo CymMMy OTKapTUPOBaHHbIX YTeHWA Ans 3Toro obpasua u

nomHoxeHHoe Ha 100%. W3 nony4veHHbIX 3HAYEHWIK HOPMUPOBAHHOW NPEeACTaBNEHHOCTU
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cocTaBnaAeTCcs HOpMMpOBaHHas Tabnuua npeacTaBNeHHOCTW, COAEpXallas NPOLEHT YTEeHuRn,
OTHECEHHbIX K KaXa0My TaKCOHY U3 6a3bl AaHHbIX AN Kaxaoro obpasua.

N3 HenpopexeHHbix Tabnuy oTHocuTenbHOW npeacrasneHHoctu no OTU 6nok 204
TAKCOHOMMYECKOro aHanuaa opmMupyeT npopexeHHble Tabnuub! NpeacTaBneHHOCT No APYrum
TAKCOHOMMWYECKUM YPOBHAM (podam, cemenctBam v T.n.). [N Kaxaoro TakCOHOMMUYECKOrO
YPOBHS NPUMEHSETC CNneaywLlmni cnocob:

a. Konuuectso 4Tenuin B obpasue ana scex OTU, koTopble OTHOCATCA K AaHHOMY

TaKCOHOMUYECKOMY YPOBHIO, CYMMUPYIOTCS;
b. W3 nonyyeHHbix cymm coctasnsietcs Tabnuua npeacraBneHHOCTU ANS AAHHOrO
TAKCOHOMUYECKOro yPOBHS.

Hanee Ha ocHoBaHun npopexeHHon Tabnuubl npeacTaBneHHocTM (Tabnuua, kotopas
oTpax@aeTt KONUYECTBO YTEHUN, OTHECEHHBIX K KAXAOMY TAKCOHY OAHOrO U3 TakCOHOMMNYECKUX
ypoBHEN Ana Kaxaoro obpasuya) OUEHUBAETC OTHOCUTENbHAs NPeACTaBNeHHOCTb rpynn
MMWKPOOHBLIX FreHOB.

Ona atoro npopexeHHyo Tabnuuy npeacTaBneHHOCTM HOPMAaNU3YIOT Ha YMCNO KOMNWiA
16S pPHK. [Ina 3TOro KONUMYECTBO YTEHUIN, OTHECEHHbIX K KaXO0MY M3 TAKCOHOB ANS KaXA0ro
obpasua, genaT Ha oueHoYHOe KonMYecTBO Konuit reHa 16S pPHK, xapaktepHoe ans aaHHoro
TakcoHa.

3atem ANs KaXAOro reHa onpeaensiioT ero NPEACTaBNEHHOCTb ANA Kaxaoro obpasua
crneaylownm  06pasoM: MCNONb3ys CywecTByloulyld Tabnuubi HanuuuMAa Tex WNW  WHbIX
meTabonuyeckux nyTen u/vnu rpynn rEHOB B HUX BXOAALWMX B Pa3NUYHbIX MUKPOOPTraHU3Max,
ana Kaxaoro obpasua cocrasnserca Tabnuua npeacrasneHHocTu rpynn redos (EC) u
meTtabonuueckux nyTew, KOTopas NPONOPUMOHaNbHAR NPeACTaBNEHHOCTU MUKPOOPraHu3Mam, B
KOTOpPbIX 3TH reHbl/MmeTabonuyeckne nyTu cogepxartcs.

B wtore 13 nonyumswiunxcs cymm coctasnsierca Tabnuua npeacraBneHHOCT reHOB B
Kaxxaom obpasue.

TakcoHomMuYeckuin npodune nonynaunv MukpobHbix coobuwecte no 16S pPHK,
nonyveHHbin 6nokom 204 TaKCOHOMMYECKOrO aHanu3a, NPUMEHAETCH ANA OUEHKA BaXXHbIX
XapakTepucTuk nonynauun nonb3osBatens: anbda- u 6GeTa-pasHoobpasus. OHM aBNRIOTCA
YNCNEHHbIMW  BENUYMHAMKW, Xapakrepusylwumu pasHoobpasve OAMHOYHONO MUKPOGHOro
coobuwecTBa  pasnuune mexay AByMs coobuiecTeamn, COOTBETCTBEHHO. Yem Bonblue YyTeHun
Ha obpa3sey BypeT cekseHUpoBaHo, Tem Gonblue pasnuuHbiXx BUROB GyaeT HaWaeHo, npuyem ¢
yBENUYEHUEM YUCTIa YTEHWUI NPONCXOOUT HACBILIEHNE; ANs COODLWECTBa HU3KOW CINOXXHOCTW OHO
Bbyner npoucxoputb ObicTpee, YeM ANS CMNOXHOrO; MO3TOMY MNPU BblMUCNEHUM anbga-
pasHoobpasua yuuThiBaeTCs 4UCNO uTeHuid Ha obpasey Cpean Havbonee WKMPOKO
NPUMEHAEMbIX oOueHuBaTenen anbda-pasHoodpasus MOXeT NPUMEHATHCA B OaHHOM
TeXHUYECKOM pellieHun unoreHetTnyeckoe pasHoobpasve (nponopumMoHanbHO gone aepesa

XWU3HU, KOTOPYIO NOKPbIBaeT cobon coobuyecTso), a Tawke uHaekcsi Chao 1 n ACE.
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MNpenpaputensHo ocyulecTBnaeTcs GUNbTpaUUs ManonpeacTaBneHHbiX TaKCOHOB -
HanpvmMep, NO cneayloweMy NPUHUUNY: OCTaABASIKOTCA TaKCOHbI, NPEeACTABNEHHOCTb KOTOPbIX
npesoiwaet 0,2% ot obuien MukpobHOW NpeacTaBneHHoCcTH He meHee Yem B 10% o6pasuax.
[anee Ha OCHOBaHMM HOPMUPOBAHHOW Tabnuubl NpeaCcTaBAEHHOCTH, CoaepXKaLUlencs B
6noke 204 TtakcoHomudeckoro aHanusa, 6nok 205 onpegeneHus pucka 3abonesaHun
npeasapuTenbHO ocyuwecTBnNaeT npenobpaboTky M oueHuBaeT aHOManbHOCTL COCTaBa
MUKpobuoTsl B o6pasue. [ina kaxporo obpasua NnpoBepseTCs CymmapHbiii NPOUEHT YTEHWH,
OTHOCSLLUXCH K KaXAOMY U3 TaKCOHOB M3 CNUCKA ONNOPTYHUCTUYECKux naTtoreros. Obpaseu, B
KOTOpOM CyMMapHbiA NPOUEHT npeebillaeT PUKCUPOBaHHbLIM - Hanpumep, 20% - cuyuTaetcs
aHomanbHbiM. B HEKOTOpbIX BapuWaHTax OCYLIECTBNEHMS YYMTLIBAGTCH NPOLEHTHas Aons
OTAENbHO B3SITbIX TAKCOHOB #13 CNWUCKa, B TOM YMCNEe C BOSMOXHOCTbLIO B3BELWMBAHNUA UX BKIaa0B
B OLEHKY aHOManbHOCTU. B HEKOTOpbiIX BapuaHTax OCYLIECTBMEHUS AONOMNHUTENbHO Ans
Kaxgoro obpasiua npoeepsieTCst NPOUEHT YTEeHWW, OTHOCAWMXCA K poay Ouduaobakrepui.
O6paseu, B KOTOPOM 3TOT NPOLEHT NPEBbILLAET PUKCUPOBAHHLIA - Hanpumep, 50% - cunuTtaeTtcs
aHomanbHbIM. B HEKOTOPbLIX BapuaHTax OCYLLECTBNEHUA OTHOCUTENbHbIE NPeacTaBNeHHOCTU
TaKCOHOB ANns Kaxgoro obpasuya ™moOryT npocmaTpuBaTbCsi 3IKCNEpToM Ha npegmer
06HapyXXeHUst HeTUNWYHOW NPEeACTaBMNEHHOCTU psifa BbAENEHHbIX TAKCOHOB, B TOM 4ucne
YCNOBHO MNAaToOreéHHbIX. Ha OCHOBaHWW CyXAeHWs 3Kcnepra wu/vunu pesynbTatoB paboTbl
anropuTMoB MAWKHHOIC 00yYeHus obpasel TakkKe MOXET CUMTaTLCA aHomanbHbiM. O6pasubl,
MPU3HaHHbIE aHOMarnbHbIMW, MWCKNIOYAKTCA U3 JanbHeunwero aHanuia. [lonb3oBarensm,
KOTOpbLIM NpUHagnexanu 3atu obpasupl, BbICLINAETCH YBEAOMIIEHNE O HETUNWYHOM COCTaBe
MUKPOBUOTHI.

3atem Ha OCHOBaHMKM HOpMUPOBAHHOW Tabnuubl NpeacTaBneHHocTM v 6a3bl JaHHbIX
ceasen bGakrepun u Gonesden, HGnok 205 onpepenenus pucka 3abonesaHwir onpegenser
3alUUEeHHOCTb OT 3aboneBaHuii NoNb3oBaTens No AaHHbIM 0 MUKpobuoTe.

MpepsapuTenbHO U3 MUKPOBUOTHLIX 0OPAa3LOB NONYNALMOHHOW BLIDOPKK CO3AAETCs TaK
Ha3blBaeMbliA KOHTEKCT — pedepeHCHbIe AaHHbIE AS CPpaBHEHUSA - criegylouwmmM 06pasom.

Ons  kaxgon 6Hakrtepun (poaa uAW  MHOMO TaKCOHA) paccuMTbiBaeTcs  Habop
(PUKCUMPOBAHHBLIX NEPLIEHTUIEN NO NPeaCcTaBNeHHOCTU - Hanpumep, 33%- u 67%-nepueHTunu.
WHaue roBopst, nony4arT ABa NoOpora npeacTaBNeHHOCTU: TpeTh 06pasLioB U3 NONYNALMOHHOW
BbIOOPKM MMEEeT MEHbLUYI0 NPEeACTaBAEHHOCTb N0 AaHHOW BakTepuu, 4em MEeHbWU nopor; a
TpeTs 006pa3uoB 13 NONYNAUMOHHON BbIBOPKM MMeeT HONbLIYI0 NPeacTaBNeHHOCTs N0 AAHHON
6akrepuu, yem 6onbLinia nopor.

B HekoTOpbix BapuaHTax peanusauuv NOporoBble 3HAYEHUA AN nepueHTUnew moryt
ObiTb 3apaHee BbIMUCNEHbl HA OCHOBAHWW pe3ynbTaToB CTaTUCTUMECKOTro aHanuaa
OTHOCUTENbHOM NPEACTABNEHHOCTU TAKCOHA Y NAUUEHTOB C AaHHbIM 3abonesanvem (vnu nuy ¢

NOoBbLIWEHHbIM PUCKOM RAAHHOro 3a60neBava) no cpasHEHUO CO 340pOBLIMU MHANBUAAMUN.
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Ans kaxgoro obpa3sya 6nok 205 onpepenenvs pucka 3aGonesaHuin onpeaenser ero
3alMLIEHHOCTb OT kaxaon 6GonesHu. Kaxaomy sabonesBaHuio 3apaHee CONOCTABNEH CNMCOK
npPamMo MAn oBpaTHO accouUMUPOBaHHBIX C HUM MUKPOGHLIX TakcoHoB (Buomapkepos). [lanee
obpasuy no gaHHON 6ONEsHN BLICTABNAETCS BEMUYMHA 3aLUMLIEHHOCTH, KOTOPasi MOXeT BbiTb
paccyuTaHa no cnegyrLunm npasunam:

Ans panHoro obpasua kawaoMy MUKPOOPraHusmy (TakCoHy) u3 uucna 6Guomapkepos
AaHHoro 3abonesanuna npuceansaercs 3nadenune 0, N(k) unu M(k) (rae k - Homep Gruomapkepa,
a N(k) n M(k) - cneundudHbie ans AanHoro Guomapkepa 4AHHOTO 3a60nEBaHNS KOHCTaHTbI) NO
cnegylowmMm npasunam:

i Ecnu pnanHan 6aktepus He coaepxuTcs B gaHHOM obpasue, aton Gakrepuu
npucsauneaeTcs 4ucno 0.

ii.  Ecnu npeactaBneHHOCTb AaHHON HakTepuu B AaHHOM 06pasue HUKe BEePXHEro u
BbitLle HYKHEro nepueHTuns, aton 6akrepuun npuceamBaetcs 4ucno 0.

iii. Ecnu panHas 6akrepms no gaHHbIM 0 cBsidn GakTepuin n 6onesHen He BNUseT Ha
AaHHyio 6onesHb, aTon 6akTrepumn npuceansaetcs Yucno 0.

iv. Ecnn npeacrasneHHocTs AaHHoW 6akrepuu B AaHHOM obpasue npesbiluaeT
BEPXHUIA NepueHTUnb 1, No AaHHbIM Tabnuubl cBaseln Gaktepui n GonesHen,
NOMOXUTENLHO accouunpoBaHa € 3TuMm 3abonesaHnem, 3ToM Gakrepum
npucsausaetcs Yucno -M(k).

v. Ecnu npeacraBneHHOCTb faHHOW 6Gakrepuu B AaHHOM 06pasue HUKe HUXKHEro
nepueHTuns U, No AaHHeIM O cBA3n Oaktepuit 1 GonesHeh, NONOXUTENBHO
accouuvposaHa ¢ 3Tum 3aboneBaHuem, 3aTon GakTepuu npucBanBaeTCs YMCNO
N(k).

vi.  Ecnu npeactaBneHHOCTb AaHHON BakTepuu B AaHHOM 06pasue Bblle BEPXHEro
nepueHTMns 1, No AaHHbIM O CBA3W GakTtepun u GonesHen, OTpPUUATENBHO
accouyuuposaHa ¢ 3Tum 3abonesaHvem, 3Ton HakTepum NpucBanMBaeTCs Yucno 1.

Vii. Ecnu npeacrasneHHoCTs aaHHoW 6aktepuu B gaHHoM obpasue HuMXKe HUXKHEro
nepueHTunst U, NO AaHHbIM O CBA3N OGakTepun w BonesHewn, oTpuuaTenbHO
accouununpoBaHa ¢ 3Tum 3abonesaHnem, 3ton HakTepun npucBanBaeTcs umcno -1.

B HekoTOpbiXx NpuUMEpHbIX BapuaHTax peanusauuu aAns scex 6uomapkepos (k=1,...)
N(k)=M(k)=1.

HanHomy obpasuy npucBavBaeTCs BeNUYMHA 3aULMLLEHHOCTM OT AaHHOW 6GonesHw,
paBHOE CyMMe BEeNUYMH, NPUCBOEHHbIX BakTepusm-Bruomapkepam Ha NpeabliayLem ware.

Ona  kaxaon OonesHn  paccuMTLIBAOTCS  (DUKCUPOBAHHBLIE  MEPUEHTUNU  no
sawmweHHocTu, Hanpumep, 33%- u 67 %-nepuenTunu. ViHade ropops, Nnony4atoTca asa nopora
3awmLeHHOCTU: TpeTb 06pa3sLoB 13 NONYNAUMOHHON BLIBOPKU UMEET MEHBLLYIO 3aLLMUEHHOCTb
no gaHHou 6onesHn, Yem MeHbLLINIM NOPOT; a TpeTb 06pa3uoB M3 NONYNALNOHHOM BLIGOPKU UMeeT

6onbuiylo 3aumLLEeHHOCTb MO AaHHOK 6onesHu, yem GonbLuniA nopor.
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3atem WKanMpoBaHHAs BENWYMHA 3aLMILEHHOCTU ANS NOMb3oBaTenst onpeaenseTcs
6nokom 205 onpeaeneHust pucka 3abonesaHun Tak:

Ansa kaxgon GonesHu paccunTbiBaeTCs BeNMYMHA 3aWMUIEHHOCTM MUKpo6uoToin no

cnocoby, onMCaHHOMY BbilLe NPU aHAaNK3e KOHTEKCTa.

3aTem 3alWuLeHHOCTL ANS NoNb3oBaTenNs WKanupyeTcsi No creaylowemMy npasuny:

a. HwxHUA nepueHTuUnb 3alUUWEHHOCTN OT AaHHOro 3abonesaHust, BbIMUCNEHHLIA NO
KOHTEKCTY, NPUHUMAaETCA B HOBOW WKarie 3a 0;

b. BepxHMA nepueHTunb 3aWMLLIEHHOCTU OT AAHHOro 3aboneBaHus, BbIYUCNEHHbLIA MO
KOHTEKCTY, NpuHMMaeTcs B HOBOW Wwkane 3a 10;

C. 3HauyeHue 3aUnLLEHHOCTM NONL30BaTENS NPONOPLUMOHANLHO HOPMAaNU3YeTCs O HOBOW
wkane.

Ecnu 3Havenve 3aluieHHOCTU MO HOBOW LIKane Medblle 4, emy nNpucBavBaeTCs
3HadeHue 4. MNony4yeHHOe 3Ha4YeHue SBNSETCR YPOBHEM 3allMUEHHOCTH obpa3ua oT AaHHOW
6onesaHu.

B apyrux BapuaHTax ocyuwecTBNeHUs TeXHU4ECKOro PeLeHns MOryT ObiTb UICRONb30BaHb!
UHble nepueHTUnu. Takke KaXObll TaKCOH MOXET WMETb CBOW WHANBUAYANbHLIA BEC,
CKNaabiBaOLLUIACA U3 OLIEHKN ero BAWSHUA Ha NPU3HAK M ero NPeACTaBNEHHOCTU B KGHKPETHOM
o6pa3sue, oTnuyHbIv oT 1, -1 nnu 0.

B pexkomenpaumnsx Ans nonb3oBaTens npeanaraeTtcs foBbICUTbL  OTHOCUTENbHYIO
nNpeACTaBNeHHOCTb BakTepuin, KOTOPbIE OTPULLATENBHO aCCOLMUPOBaHLI C BONE3HbIO U UMetoT
HU3KYIO (HEHYNeByl0) W/unu HOPManbHYl0 MNPEACTaBAEHHOCTb (Nexar Mexay BepxXHuM W
HWKHUM NEpPUEHTUNEM), a TaKKe eCrnn OHWU He ABNSIIOTCA NOMOXUTENbHO aCCOLUNPOBAHHBLIMU C
apyrvmv 6onesHsiMu.

B HekoTOpbIX BapuaHTax ocyulecteneHus 6nok 205 onpegeneHus pucka 3aboneBaHun
onpegensieT cocras HacnencméHanx MOHOTEHHbLIX 3abonesaHuin. [na 3toro Moxer ObiTb
MCNONb30BaH CNUCOK MyTauWhi M NaTOreHHbIX annenen AnA HacneacTseHHbIXx 3aboneBaHwuin.
3Ty gaHHble coaepXaT MHGopMaLKMIO TONbKO 0 NAaToreHHbIX myTauusix. Obpasey nons3osarens
COOEPXKUT UAEHTUMPUKATOP MYTALUN U TEHOTUNDI.

Bnok 205 onpegenenust pucka 3abonesaHuii NPoBEPSAET KaXAY MyTaLMIO HA Hanudue
NaToreHHON annenn n oUueHnBaeT cTaTyc 3abonesaHus, HanpuMep cnepywmm obpasom:

0 — HeT naTtoreHHoOn annenw,
1 — oaHa v TONbKO 0HA MyTauua C OQHOMU NAaTOreHHON annensio;

2 — opHa v bonee mytaunit ¢ 0benmn NaToreHHbIMKM annensmMu;

e o o o

3 — ase u bonee myTauuii C OQHOW NATOTEHHOW annenblo (COCTagHas rereposnroTa);
Ons opgHoro 3abonesanus, B ogHOM obpasue moryt ObiTb fnepsbie Tpu cnyqas

OHOBPEeMEHHO, NOPAAOK HA3HaYeHUn: 2 > 3 > 1.
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B ypoBHe TexHuKu CyulecTeyeT cneaylolime TUMbl HACNEA0BaHWUS MyTaLWiA: ayTOCOMHO-
peueccuBHbiii (AR), ayToCOMHO-AOMMHaHTHBIA (AD), X-cuenneHHbin peueccusHbin (XR), X-
cuenneHHblil AomuHaHTHbIR (XD), Y-cuennernbivi (Y), MutoxoHgpuansHbin (MT).

B cnyvae ouenku cratyca 3aboneBaHus kak 2 (ogHa v 6onee mytauun ¢ obeumu
natoreHHbiMM annensamu) unu 3 (aBe u Gonee myTauuin C OQHOW NaTOrEHHOW annenbio),
nopaAaoK HasHa4YeHus UTOrOBOro Tuna Hacnenosawus npu KomouHauum AD n AR — AD
cneaywowun AR — AD>AR; npu kombuHauun XD u XR — XD > XR. B utore Ha Bbixoge 6nok
205 onpepenexus pucka 3abonesaHuii BbigaeT cTaTyc 3a60neBaHns ¢ TUNOM HACNEeA0BaHUS.

B HekoTOpbIx BapuaHTax ocyuiecTBnexus 6nok 205 onpeaenexns pucka sabonesaHui
MOXeT PaHXMPOBATbL NOMNb3oBaTenen Ha OCHOBAHUW MOMYYEHHbLIX AAHHLIX (MHAMBUAYaNbHbIE
AaHHblE, NONyYeHHbie B pes3ynbTare pacyeTa PUCKOB, @ TaKKe AaHHbie MeTareHOMHOro
ananusa). [ina kaxgoro 3abonesanus 6nok 205 onpegenexus pucka sabonesaHui paHxupyeT
BCEX NONb3oBaTenei No BeAuYMHe NoKasarens OTHOCUTENLHOrO PUcka U AENUT UX, HaNnpUMep,
Ha nsTb rpynn Takum 06pasom, 4Tobel Nnepsas rpynna sknovana 10% nonb3osareneit, BTopas
- 20%, Tpetbs - 40%, yetBepTasn - 20%, naras - 10%.

Hanee 6nok 205 onpeaenexus pucka 3abonesaHuii hopmupyeTt Hanpumep cneayiowee
pacnpeaeneHue nonb3oBaTenel No rpynnam pucka:

1. Bbicokun puck — ot 0-ro go 10-ro nepueHTuns
MNosbiweHHbIn puck — oT 10-ro Ao 30-ro nepueHTMNA
CpenHun puck — ot 30-ro ao 70-ro nepueHTns

YmepeHHbin puck — ot 70-ro go 90-ro nepueHTuns

o &~ e

Huakun puck — ot 90-ro go 100-ro nepueHTUNA

Mo pesynbTatam MeTareHOMHOro aHanu3a, Kak Obino nokasaHo Bbiwe, 6nok 205
onpenenexnn pucka 3abonesaHun onpeaensieT CreneHb 3alMUIEeHHOCTW OpraHuama oT
pasBuTua HeKoTopbix 3abonesaHuin. YpoBEHb 3aLUMULLEHHOCTY MOXET BbipaXaTbCs B LIEMbixX
yucnax no wekane ot 0 go 10. bnok 205 onpegenenuns pucka 3abonesaHuit ucnonbayer
cneaywolMe NPUHUMUMLI BKIOYMEHWUS AaHHbIX O CTENEHU 3alULEeHHOCTN MUKpobuoTon B
paHXuposBaHne pucKoB NO reHeTuke:

* 0-5 6annoe — nonb3oBaTenb NepeMellaeTcs Ha rpynny pucKka BbllIE, Yem
rpynna, onpeaenuBLIancA NO pe3ynbTaram pacdeTa PUCKOB (HO He Bbillie
nepson);

* 6-7 6annos — rpynna pucka oCTaeTcsi HEU3MEHHOWM;

* 8-10 6annos — nonb3oBaTenb NepemellaeTCss Ha rPpynny puUcKa HUXKE, 4em
rpynna, onpeaennBLIANcs NO pesynbTartam pacHeta PUCKOB (HO HE HUXE NATOR).

B cnyuae, ecnu nonb3osartens caasan TONbKO TECT MUKPOBUOTHI (reHeTu4eckue aaHHble
He yYuTbLIBAOTCA), pacnpeaeneHue puckos MOXET BbIrNsaaeTs cneayowmm o6pasom:
1. Boicokun puck — ot 0 no 3 6annos;

2. NMosblweHrHbIn puck — o1 4 ao 5 6annos;
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CpepHun puck — ot 6 go 7 6annos;

YMepeHHbi puck — ot 8 ao 9 6annos;

Huakui puck — 10 6annos.

Cneunanucty B JaHHOW 06NacTW TEXHUKU OYEBWMAHO, YTO CMOCOB PaHXWUPOBAHWS W
Konu4ecTso 6annos ABNAETCA NPUMEPHBIM, @ HE OrPaHUUUBAIOLMM W HE BMUSIET HA CYLHOCTb
TEXHUMECKOIO peLueHns.

B HekoTOpbIX BapuaHTax OCyWECTBNEHUA NpU pacyHeTe pucka MOXeT BblTb caenaHo
AonyuieHue, YTo BCe PaKTopbl (BHEUIHUE ¥ reHeTUYecKue) He3asucumbl Apyr oT apyra. [ns
onpeaeneHus pucka 3abonesaHns MOXeT UCNONb30BATLCS NOTMCTUYECKAs MOAENb, OTNPaBHOMN
TOYKOM B KOTOPOW CHWTAETCH CPEAHSAA BCTPEYaeMoCTb 3aboneBaHust B NONynsuwn u
YUUTLIBAIOTCA BKNAAbl BHELHVX U rEHETUYECKUX PakTOpOB puUcka.

Ans reHetudeckux akToOPoOB PUCKA UYUCNEHHbIE 3HAYEHWs BKNaga Moryt ObiTb
“3BneveHb! U3 UCCNELOBaHNA TUNA LULMPOKOTEHOMHBIN Nouck accouunauyun (GWAS) no gaHHomy
3abonesaHnnio. Hanpumep, ans Takoro 3abonesaHus kak "caxapHbii guaber 2 Tuna" 3To
uccneposaxue Morris, A.P. et al., 2012. Large-scale association analysis provides insights into
the genetic architecture and pathophysiology of type 2 diabetes. Nature Genetics, 44(9),
pp.981-990.

ANna BHEWHWX (PAKTOPOB PUCKA UCNONbL3YIOTCH UCTOMHUKU UHAOPMALMK, FAe noKasaHa
CBA3b MEXAY TEM UM WHbIM (DAKTOPOM PUCKA U PUCKOM Pa3BUTUS AAHHOrO 3abonesaHus.

Hanpumep, ans caxapHoro guabera 310 MOryT 6bITh Crieayloume QPakTopbl U CTaTbu:

. riskFactor OR PMID
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- BMI y xeHuwuH

BMI y myx4uH

BMI < 22 -1

RR

BMI 22-23
29RR

BMI 23-24
43RR

BMI 24-25
5.0 RR

BMI 25-27
8.1 RR

BMI 27-29
16.8 RR

BMI 29-31
276 RR

BMI 31-33
40.3RR

BMI 33-35
54.0 RR

BMI =2 35
93.2RR

BMI < 24 -
RR

BMI 24-25
1.6 RR

BMI 25-27
23RR

BMI 27-29
48RR

BMI 29-31
8.1 RR
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. C1y poaCTBEHHUKOB

Mpucytctene B  pauuoxe
cBeXux (PpyKkToB
 Mpucytcteue B paunoHe
© CBEXWUX OBOLen

CuHapom NONUKNCTO3HLIX
. SINYHUKOB
~ lMpucytctBve B8  pauuvoHe

 3NaKOBbIX

. Ynotpebnenune koge

BMI
13.8 RR

BMI 33-35 -

- 26.9RR

BMI235—'

50.7 RR

0,87 RR
(Male)

0,60 RR
(Female)

' 1.44RR

2,44 HR

0,91 RR

0,87 RR

8,8 OR

0,68 RR

0,7RR
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. YnotpebneHue crnagkux
HanuTkos
- Ynotpebnenne wmsica 50
r/neHb
* Huskun yposenb JMNBIMN
Bicokun YpOBEHb
. @AWUNOHEKTMHA
 Bbicoku#r ypoBeHb OPMOH-

, cBA3biBaowero rnobynuHa y
| MYX4uH
BbicokMi ypoBEeHb TOPMOH-

" cessbiBaouiero rnobynuHa y

. XKEHLYMH
" BblcoKuit CPB (Bbiwe
i BepxXHen rpaHmnyb

" pedepeHca)

CoH 6onbwe 9 vacoB unu

' MeHblUe 6 4acoB B CyTKM

1,26 RR

1,561 RR

< 1.0 mmol/L

— 5,74 HR

1,0-1,4
mmol/L
2,72 HR

- 1,417

mmol/L
1,44 HR

2 1,7 mmol/L

— 1,0HR

0,72 0R

- 0,120R

0,11 OR

1,28 OR

1,28 RR (< 6

- ud/cyTkm)
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1,48 RR (> 9
y/cyTiK)

B HeKkoTOpbIX BapuaHTax ocyweCcTBNeHns onpeaensiiotT No cocraBy obpasua MUkpoburoThi
OTHOCUTENLHYI0 NPEeACTABMEHHOCTb [PYNN reHoB cornacHo HomeHknatype EC (Enzyme
commission number), BXoaawmx B coctas MeTabonn4ecKkoro nyTu CUHTE3a MaCNAHOW KUCNOTHI.
VX npepacraBneHHOCTb COOTHOCUTCH C KOHTEKCTHBIMW AaHHLIMU, W KaXAOoW rpynne reHos
HasHauwaetcs 6ann no cnocoby, aHanorM4yHOMYy ORWMCaHHOMY Bbille Ans pacdeTta
3aWNLEHHOCTK OT 3aboneBanui. KOHTEKCTHbIE AaHHbIe NPeACTaBNEeHHOCTU MUKPOOPraHn3mMoB
cofepxar pacnpegeneHve npeactaBNeHHOCTH  NPOKAPUOTUYECKUX  MUKPOOPTraHW3MOoB,
3HaveHuns ansa 33% v 67% nepueHtunen. Janee onpepensietcs onpegensieTca 6ann ot 4 oo
10 n ato BypeT saBnaTLCs 6annom cuHTE3a MacnsHOW kMcnoTel. B Tom cnyvae, ecnu atoT 6ann
MeHee NOPOroBOro 3HAYEHUA, HAXOAATCH T€ TAKCOHbI, KOTOPbIe NOTEHUMANLHO HECYT B CBOEM
reHome Te rpynnbl reHoB, KOTOPbIe Ha NepPBOM Ware okasanucb He npeacTaBneHsi (nonanwu
Hwke 33%-nepueHTuns), n nNpPoBepsieTCA MX NPeACTaBNEeHHOCTb NO KOHTEKCTHLIM AaHHbIM.
Ecnu atm TakcoHbl Tawke nonanu Hwke 33%-NepueHTUnsi, TO OHW WCMOMb3YITCA B
AansHenwem npu OpMUPOBaHUM PEKOMEHOAUWIA NONb3oBaTEN!IO.

B Apyrux sapuaHTax OCyweCTBNEHUS NPOUCXOAUT onpeaeneHve NpeacTaBMEeHHOCTU
rpynn reHos EC B obpasue, BXOASiMUX B COCTAB NyTW CUHTE3a BUTAMMWHOB, AN KaXO0ro B
oTAenbHOCTU U3 4yucna sutamuHoB B1, B2, B3, B5, B6, B7, B9, K. Ux npeacraBneHHOCTL
COOTHOCUTCA C KOHTEKCTHbiMW AaHHbIMK, kKaxaomy EC HasHadaerca 6ann no cnocoby,
aHanornyHomy B nyHkte 116. flanee cunraercs cpegHun 6ann no sBcem BMTaMuUHaM u LUenoe ot
Hero 6yper ssnatbcsi 6annoM cuHTe3sa euTamuHa. B tom cnydyae ecnu atotr 6ann meHee
NOPOroBOTO 3HAYEHUNA, HAXOAATCS T€ MUKPOOPraHW3Mbl, KOTOPbIE ROTEHUWanNbHO 06naaawT B
cBoemM reHome Temu EC, koTopbie Ha nepeom Wware okasanvcb HeaonpeacTaBneHHsl (nonanu B
33%), u npoeepseTca WX NPeacTaBNEHHOCTb NO KOHTEKCTHbIM AaHHbiM. Ecnu  3Tu
MWUKpoopraHusmbel tawke nonanu B 33%, TO OHM WUCNONBL3YIOTCSt B danbHedwem cnocobe
pekomeHaauuni ons nonb3oBarens.

B HekoTOpbiX BapmMaHTax peanusayuy MoxeT GbiTb MCNONb30BaHa ApYras HOMEHKNaTypa
MUKPOOHBLIX PYHKUMOHAaNbHbLIX rPynn reHos - Hanpumep, KEGG Orthology groups vnu rpynnbi
reHos n3 H6a3snl MetaCyc.

B Aapyrux BapuaHtax OCywecTBNeHWs NpPoucxoauT onpeaenexlue noteHuwana
pacuwjenneHua ANA Kaxaoro Tuna nuueBoro BOMOKHA U3 3apaHee 3agaHHoro Habopa.
[Mpon3ssoauTCca OLEeHKa CyMMbi NPEACTABAEHHOCTU OTHOCUTENbHO KOHTEKCTHLIX AAHHLIX TEX
MUKPOOPTraHM3MOB, ANSA KOTOPLIX M3 Ba3bl AaHHBIX accouuaumMin M3BECTHO, YTO OHU CNOCOOHbI
vx pacwennste. Ecnu nx cymmapras npeacraBneHHocTs nonagaet B 33%, anropvTm peluaert,
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4TO foTeHUMan paclienneHns 3Toro BONOKHA HU30K. [N Kaxaoro BONOKHa pacc4yuTbiBaeTcs

6ann ot 4 no 10 B 3aBUCUMOCTU OT 3HAYEHUS UX CyMMApPHOW NpeacTaBneHHocTu. CymmapHbii
noTeHuMan pacuwenrieHns BONOKOH CHUTAETCH Kak Lienoe cpeaHee 3HadveHue 6annos no scem
NULEBLIM BOMOKHAM.

B HekoTopbix BapuaHTax ocyuwlecTBneHus 6nok 202 KOHTpoOns kadectsa nepenaer
reHeTudeckue aaHHble B 6nok 206 onpegeneHus NnpusHakoB nons3osatens. MNpu3sHak (trait) B
rEHEeTUYECKON TEepMUHONOMK - 3TO U3MepsieMas XxapakrepucTuka nons3oBatens. MpuaHak
MOXeT ObiTb NONYYEH U3 3aNONHEHHOrO NOMbL30BATENeM ONPOCHUKA, FEHETUYECKOro TecTa,
HOCUMbIX rafpKeToB, MEAKaPTbI U T. 4.

Mpumepsl NPU3HAKOB NoNb3oBaTens:

*  HenepeHoCMMOCTb NaKTo3bl (BuckpeTHble COCTOSAHUA: ecTb
NPeapacnonoXeHHOCTb, HET NPeapacnoNOXEHHOCTU, HEN3BECTHO);

* BO3pacT (HenpepbiBHOe cocTosHwe: 30 neT, 43 neTn 1. 4.);

* aktuBHocTb CYP2D6 (auckpeTHbie COCTORHUSA: ynbTpabbicTpbih MeTabonusartop,
HopmanbHbIi meTabonusartop, nnoxon metabonusatop),

*  PUCK OXUpeHUa (HenpepbiBHOE cocTosHMe: puck 50%, puck 43,4% v 1. a.).

B HekoTOpbIx BapuaHTax oCyWEeCTBNEHUS NPU3HaKU MOryT ObiTb 06beanHEHb! B rpynnbl
No HacneacrBeHHbiM 3a6oneBaHusM, peakuun Ha neKkapcTBa, NPU3HaKkaM [0 NUTaHuUIo,
npu3Hakam nNo CNopTy, rannoTunam.

B 3aBuCUMOCTM OT TUNA NPU3HaKa NonbL3oBaTens, NPU3HaK MOXET UMeTb ABa unu 6onee
BO3MOXHbIX COCTOsHWUW (states). B HekoTOpbix BapvaHTax OCyLIECTBNEHUS COCTOSIHUS MOTYT
ObITb AUCKPETHBIMW NN HENPEPbLIBHLIMW, HO HE OAHOBPEMEHHO AN COHOro npusHaka. Moka
NPpU3HaK He paccyMTaH ANA NoNb3oBaTtenss OH WMEET HeonpeaeneHHoe cocrtosHue. B
HEKOTOPbLIX BapnmaHTax OCyUWECTBNEHUS NPU3HAK NONb30BaTENs 3aBUCUT OT COCTOAHUI APYrnxX
npusHakos. Bce BO3MOXHbIE KOMOMHAUMKM COCTOSTHUIA 3aBMCMMOCTEW COCTaBnAT obnacrb
onpeaeneHnsa NPu3Haka.

Mpusnakn moryt ObiTb uU3MeHsiembiMu  (noTpebneHne kode), HeusmeHsembiMu
(akTnBHOCTL CYP2D6, cTatyc heHUNKeTOHYpUn) n yCNOBHO U3MEHSAEMbIMU (HEKOTOPbLIE PUCKH),
KOTOPbIE 3aBUCAT OT U3MEHSIEMbIX NPU3HAKOB.

Mpu3Hak MOXET UMETb CPOK AABHOCTU, CNYCTH KOTOPLIA OH GyaeT uHBaNUAUpOBaH, TO
€CTb nepenget B HeonpepeneHHoe COCTosHue. Hanpumep, KOHUEHTpauus xonectepuHa B
KpoBu no pesynbratam aHanuia Gyger AencTBuTenbHa B TeYeHMe roga, a 3atem npusHak
BEPHETCH B COCTOAHNE HEOoNpeaeneHHOro npu3Haka nonbL3osarens.

N3meHsiemMbie 1 YCNOBHO M3MEHSIEMbIE MPU3HAKU XPAHAT UCTOPUID U3MEHEHWUW CBOEro
COCTOSIHUSE, B TOM YM1CNE NPU MHBaNMAauunM No NCTEYEHUM CPOKa AaBHOCTH.

Tak Kak NpU3Haku MOryT CCbiNatbCs Ha ApYyrve Npu3HaKku B CBOEN MHTepnpeTauuu, npu
HanomnHeHWn cuctembl npudHakamu 6nok 206 onpepgeneHust npu3HakoB obpasyer
HanpaBneHHbIn rpad 3aBUCUMOCTEN MEXAY NPU3HAKamu. Y3nbl rpadia, KOTOPbIE HU HA YTO He

26
SAMEHSIOLLMM NUCT (MPABUIIO 26)



10

15

WO 2019/070143 PCT/RU2017/000734
CCbINATCH, — 3TO Y3MNbl UCXOAHbBIX AAHHbIX (MyTauui, OTBETOB Ha BONPOCHI, MUKpobnoThl). Bee

OCTanbHbI€ Y37bl HANPAMYIO UMK ONOCPEAOBAHHO 3aBUCAT OT Y3NOB UCXOAHbLIX AAHHbIX.

bnok 206 onpeaeneHusa nNpU3HaKoB NOMNb30BATENS OCYLIECTBASIET oOnpeaeneHue
COCTOSHWI NPU3HAKOB AN KOHKPETHOro NOnb30BaTens nyTem peaykuuun rpadpa, HaumHas ¢
Y3NOB MCXOAHbIX A4aHHbIX.

Ecnu kakon-To 3 NpusHaKoB W3MEHWN CBOE COCTOsIHME, Hanpumep, NonbL3oBarens no-
APYroMy OTBETUN Ha BONPOC B ONPOCHWKE, BCE 3aBWCUMMbIE OT OMPOCHMKA Npu3Haku GyayT
nepecuutatbl, T.€. 06HOBNEHbl. MepecyeT oaHUX NPU3HAKOB BbI3OBET NEpecyeT APYrux, noka
He BygeT 4OCTUrHYT KoHel rpadha 3aBUCUMOCTEN.

flepen onpepeneHuem cocTosiHUs npusHaka Onok 206 onpegeneHMs NPU3HAKOB
OCyLeCTBNAET NMPOBEPKY Ha Hanu4ue LUMKNOB B rpadpe 3aBUCUMOCTEN, U NPU HANUYUK LUKITOB
6nok 206 He gaeT 3anycTuTb peaykuuo rpagda.

Ha ocHoBaHuM nokasatensi no MeHblUEl Mepe OAHOTO NPU3HaKa, COCTOSHUSE AaHHOIo
NPU3HaKa n reHeTUHECKUX AaHHbIX (OQHOHYKNEOTUAHLIN nonumopduam, non v 1.4.), 6nok 206
onpefeneHns Npu3HaKkoB MOXET COpMynupoBaTh WHTEpNpeTauwio Ans nonb3osatens (no
CropTy, MO NWTAHWIO, NO NUYHLIM KadecTBaM W T.0., HE OrpaHU4MBasCb) Hanpumep B

cneaylouiem Buae:

TRAIT STAT PREDICAT TEXT
ES E

femaleHormoneBindingGlobuli high and ( Yy Bac
nLevels gender.fem| npeapacnonoxexH
ale, OCTb K BbLICOKOMY
"rs727428| ypoBHIO  rOpPMOH-

FWD C/C" CBSI3blBAOLNX
) rnobynuHoe. 3a 3710
oTBEYaeT BapuaHT
reHa SHBG. B
HOpME,  YpPOBEHb

csobogHoro

acTpaguona Moxer

6bITb NOBbILLIEH.
femaleHormoneBindingGlobuli mean and ( Yy Bac
nLevels gender.fem| npegpacronoXxeHH
ale, OCTb K cpegHemy
"rs727428| ypoBHIO  rOpMOH-

FWD T/C" CBSi3bIBAIOLLUX
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) rnobynuHos. 3a 310

oTBe4aeT BapuaHT

reHa SHBG.
femaleHormoneBindingGlobuli low and ( Yy Bac
nLevels gender.fem| npeppacnonoxeHH
ale, OCTb K HU3KOMY

"rs727428| ypoBHIO  rOpPMOH-
FwD T/T" CBS3bIBAOLMX

) rnobynunos. 3a 3To
oTBevaeT BapuaHT
rena SHBG. B
HOpME,  YpPOBEHb
csBobogHoro
3CcTpagvona Moxer

ObITb NOHWXKEH.

B HexoTopbix BapuaHTax ocyujectBneHuss 6nok 206 onpegeneHus MpPU3HaKOB
onpenensieT NPU3HaK nonb3oBaTens no NUTAHUI0 HA OCHOBAHUWM AAHHbIX MUKPOBWMOTHI. Ana
3TOro UCMNONL3YTCA pe3ynbTaThl pacdeTa 3aluLeHHOCTN oT 3abonesaHuid, noteHumMana K
pacwenneHnio NULEBbIX BONOKOH, CUHTE3a KOPOTKOUENOYEYHLIX XUPHbIX KUCNOT, CUHTE3a
BUTaMMHOB, a Tawke 6asa padHHbIX accouuauunm Mexgy npoayKTaMu nuTaHusi u
npeacTaBuTENsAMU  KuleYHOW MUKpobuoTel. [laHHas 6a3a  paHHbiXx  dopmupyeTcss ©
NCNONb30BaHVEM anropMTMOB  MALUMHHOIO aHanu3a TeKCTa COBMECTHO C  py4YHbIM
HaMoONMHEHWeM Ha OCHOBaHWKM AaKTOB O nNpPOAYKTax, NPUEM KOTOPbLIX MOMOXUTENLHO
accoLMmMpoBaH C TEMW UNY MHLEIMYA MUKPOOPFaHU3Mamu, OOUTAILLNX B KULLEYHUKE YenoBeka.

Ecnu wrorosbin 6ann no ogHOMy W3 AaHHbIX (HaAnpumep, 3aWULEHHOCTbL OT
3abonesBaHun) MeHblle 3apaHee 3a4aHHOro MOPOroBOro 3HAYEHUS, TO W3 Basbl AaHHbLIX
accoumnauun 6epyTca Te MNPOAYKTbI MUTAHWUS,, KOTOPbIE acCOUMMPOBAaHbLI C POCTOM TEexX
MUKPOOPraHu3MoB, MPEACTaBNEHHOCTb KOTOPbIX OKasanacb HegocTatodHon. Yem dawe
pekomeHayeTca TOT WNW MHOW NPOAYKT ANst [AHHOIO nNonb3oBatenst no pesynbTaTam
pasnuuHbIX anropuTMOB, TEM BbllE €ro PaHr M BEePOATHOCTb €ro pekoMeHaauun Ans
nones3oearens.

bnok 207 dopmupoBaHus pekoMeHgauun Ans  NONb3oBaTenst BbINOMHEH C©
BOSMOXHOCTBIO opmMUpPOBaHUA pekoMeHAauun Nonb30BaTEN HA OCHOBaHUKN AaHHbIX Broka
205 onpenenenus pucka 3abonesaHuin u 6noka 206 onpeaenexHns NPU3HaKos nonb3osaTens.

Ha Bxog panHOMy 6noxky nojaloTcs MHOAMBUAYAMNbLHLIE AaHHbLIE, MONyYeHHbIe B
pesynbTarte onpeaenexus NPU3HaKoB, PUCKOB 1 CTaTyCOB HOCKMTENLCTBA 3aboneBaHnii, a TaKke

AaHHble METareHOMHOro aHanu3aa ¢ Apyrux 6noKoB CUCTEMBI.
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Pabota 6noka 207 cdopmupoBaHUs pekoMeHAauui Ans NoNb3oBaTens OCHOBAHA Ha

BbIMOMHEHUN YCNOBUS, NPUBOAALLENO K Bbigade pesynbrara. YCNoBUe ABNSETCH COMeTaHuem
NPOCTbIX MOTUYECKUX Onepauni Hag BXOAHLIMU AaHHbiMWU. Pe3ynbTaToM SABNSAETCA TEeKCT
pexomeHaauun, HanpasfeHHbIn Ha TO, uTobbl NOobyauTb NONbL3CBATENA K BLINOAHEHWIO
onpeaeneHHoro Habopa AencTenin. PEKOMEHgaur B HEKOTOPbIX BApUaHTaxX OCYWEeCTBNeHUN
AenaTca Ha crenyllne rpynnol;

- pexkomeHaauuun no HexenarenbHbIM BUAAM Harpysku;

- pexomeHgauum no UaMeHeHuo obpasa Xu3Hu;

- pexomMeHaaumn nNo U3MEHEHUIO NpUemMa B NULLY TeX UM UHbLIX NPOAYKTOB NUTaHUS

AW ux rpynm;

~ pexkomeHAauuy No NOCELEHVIO BpaYa.

lpynna pekomeHaauwin no npoaykTam NUTAHWST BbIJAETCA C YY4EeTOM Kak [OaHHbIX
reHoOTUNMPOBaHUA, TaK ¥ AaHHbIX COCTaBa MUKPOBMOTbI KULLIEUYHKKA NNy OQHOTO BapuaHTa.

B HekoTOpbix BapuaHTax ocyuiectenexus 6nok 207 popmnpoBaHus pekoMeHgauun ans
nonb3osatens (OPMUPYET peKOMEHZAUMU MO CHWKEHWIO pPUCKa, PpekoMeHAauuu no
camoaunarHoCcTuke, pekomeHgauumn no obpawieHuio K Bpady, peKOMEHZaUMN NO NpU3HaKam.

Mpu popmMmpoBarM pekOMEHAALMIA NO CHWKEHUIO pyucka 3aboneBaHusa HeobXoaMMbIM
ycnosuem oTobpaxeHua pekoMeHaauui aBNSeTCs NOBbILWEHHbIW PUCK 3aboneBaHus.

PexomeHngaums nobyxaaer nepertn U3 OQHOr0 COCTOSIHUA Npu3HaKa B apyroe. To ecTb
pekomMeHgauna OTHOCUTCA K COBCTBEHHO npu3Haky. [1puU3Hak MOXeT UWMeTb Maccus
peKkomeHpaLUmuii, pasmep KOTOPOro paBeH KONUYECTBY 3a[aHHbLIX NEPEXOA0B MEXAY PasHbIMu
cocrostHuamn. Cam nepexop MOXeT NpPOU3ONTW TONbKO TOrAa, KOr4a MEHSITCA WUCXOAHbLIE
AaHHbie  nonb3cBatens,  3aTparMBalolme  AaHHbIA  MPW3HAK, ¥ BbINOAHAETCA
nepevHTepnpeTauus.

Mepexon MOXET METb AONONHUTENbLHBLIE YCRIOBUS, NPWU KOTOPLIX OH GyAeT OCyLecTBNEH.
Hanpumep, non nonb3oBarensi MOXeT BMUATb Ha BblAady pexoMeHaaunn.

Hannune onpegeneHHOro coctosiHus Kakoro-nubo npusHaka, onpegeneHHoro 6nokom
206 onpeaeneHnsa Nnpu3HakoB MoXeT TpeboBaTs onpeaeneHHoe COCTORHWE APYroro NPM3HaKka,
TO ecTb, cyuecTByer Tpebosatens u Tpebyemoe CocrosiHne. Y Kaxaoro U3 COCTOSHUN, cpeaun
KOTOpPLIX NpeacTouT BuibpaTh LeneBoe, eCTb BEC, KOTOPLIM CKNaabiBaeTCsl U3 BECOB BCEX
Tpebosatenen. B Tom cnyvae, ecnu Tpebyemoe COCTOSIHWE OTNIUYAETCA OT TEKYLLLEro, HaunHaeT
paboraTtb nepexoa v BbiAAeTCA pekomMeHgauus, nobyxaanulas nonbL3oBarens CoBepLUInNTL 3TOT
nepexod. Boibop pekomeHaaumm, KOTOPYHO HYXHO AaTb MOMb30BaTENIO, 32BUCUT OT TOTO, Kakoe
13 Tpebyembix COCTORHUI NPU3Haka nepeseLlunBaeT.

Ecnu y nonb3oBarens nosbilweHHbIn pyuck 3abonesanns, emy BblAalTCs pekomeHgauuv
Nno KOppekuun U3MEHSEeMbIX BHELWHUX (AKTOPOB PUCKA, KOTOPbLIE Yy HEro Haxoasatcs B
COCTOSIHUM, NOBbIWALEM pUcK. Hanpumep, ans caxapHoro avabera pekoMeHaauwm MoryT
BbIFMAAETb TakK:
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“MewnTte kothe KaXabl AeHb.

Cnepgyetr exenHeBHO BKMNOMaTb B CBOW pauMoOH Kode, HE NpeBbiluas, OAHAKO,
AOoNyCTUMYIO AN Bac HOPMY.

Bxniounte 8 CBOV eXxeaHeBHbLIN pauudH PpPyKTLI

PekomeHayercs ynotpebnatb pykTol Kaxabii aeHb. OHu Gorartbl KnetTyaTtkon u
NONe3HbiMN BUTAMUHAMWU U MUKPOSNEMEHTaMMU.

PekomenayeTtcs ynotpebnste NpogykThl, 6oratsie ButamuHom £

Cneayetr yBenuuutb nOCTynfieHWe B OpPraHuam Tokodepona ¢ nuuwen. Butamun E
SIBASIETCA MOLWHbLIM  aHTUOKCHMAAHTOM, Heo6XO0AWM AnNst MbILIEYHON TKAHU U UMMYHHOR
cucTembl”.

bonee noapobHo, chopmupoBaHHbie pekomeHgauun B 6noke 207 dopmuUpoBaHus
pexoMeHaaun AN NoAbL3OBATENA MOryT BKMOYaTe B cebs NpeaocTaBneHve yBeaoMneHui
Nofb30BaTEN0 OTHOCUTENbLHO PEKOMEHAYEMbIX TEepaneBTUYECKUX Mep U |/ unu  apyrux
BApWaHTOB [EWCTBUA B OTHOWEHUW Lenewn, CBA3aHHbIX CO 3A0POBbEM. YBEAOMNEHUs O
pekomMeHgaumax MOryT npefocTaBfnaTbCA OTAENbHOMY MWLy MNOCPEACTBOM 3NEKTPOHHOro
ycTponcTea (Hanpumep, NepPCoOHaANbHOIO KOMNbIOTEPA, MOBUNBLHOMO YCTPOWCTBA, NnaxlwweTa,
cMapT-4acoB U T. A.), npudem ¢ otobpaxeHuem B rpacdmyeckom uHTepdeiice nonb3osaTens
( GUI). PekomeHnpauun MoryT oToGpaxaTbCs B NPUNOXEHWWU, BEG-uHTEPMENC B NUYHOM
KabuHete nonbsoéarenﬂ, B cmc-coobuweHnn unu PUSH-yBegomnenun. B ogHom npumepe
peanu3auun BebG-uHTEPMENC NEPCOHANLHOIO KOMNLIOTEPE WMW HOYTOyKa, CBA3AHHLIA C
nonb3oBareneMm, MOXeT npeaoCcTaBnAaATb NOMNb3oBaTeNtd AOCTYyN K YY4eTHOW 3anucu
nonb3oBartens, B KOTOPOM y4YeTHas 3anucCb NONb30OBATENS BKNHOYAET MHAOPMALMIO O AaHHbIX
nons3oBartens, NoApobHyilo MHEMOPMAaLMIO O TEeHETUYECKUX OAHHbIX W [aHHbLIX O CocTase
MUKPOBKMOTBI KMLIEHHUKA, 8 TaKKe YBEAOMNEHUS O PEKOMEHAALUSX, CTEHEPUPOBaHHbLIX B Bnoke
207 opmupoBaHua pekomeHpauui. B apyrom BapuaHte peanusauuu  NPUNOXeHue,
BbINONHAEMOE Ha NEePCOHaNbHOM 3NEKTPOHHOM YCTPOWCTBE (Hanpumep, CMapTdoH, cMapT-
Yyacbl, UHTENNeKTyanbHOe YCTPOWCTBO HA ronose), MOXeET OblTb CKOHPUIYpUpOBaHO ANK
nNpeaocTaBneHns yBeaoMneHun (Hanpumep, Ha gucnnee unu 3syKoBbim obpasom v T. 4.), B
OTHOLUEHUN peKOMEeHOauuin, MNONyYeHHbIX ¢ fAoMowbio 6Onoka 207  dopMupoBaHus
pexkomeHgauun. YBeaoMneHUs MOryT AONONHUTENbHO UMK anbTEPHATUBHO NPEeAOCTaBNATLCS
HENOCPEACTBEHHO 4epe3 4enoBeka, CBA3AHHOIO C Nonb3oBaTenem cucrembl (Hanpumep,
cMOTpUTENL, Cynpyr, MeguUMHCKUA paboTHMK u 1. a.). B HekoTopbix A0NOMHUTENbHbIX
BapuaHTax peanu3aumv yseaOMNAEeHWst MOryT AONOMHUTENbHO WU anbTepHaTUBHO OblTb
NpefocTaBneHbl  Yenoseky (Hanpumep, cneuvanucty B obnactu  3apaBOOXpaHEHWs),
CBA3aHHOMY C Nonb3oBaTenem, B KOTOPOM HEenoBeK MOXET BNUSiTb HA OCYWECTBNEHue
pekomeHaauun (Hanpumep, NOCPEeAcTBOM peuenTta, nyrem NPoBeAeHUs TepaneBTUYecKoro
ceaHca u 7. a.). OgHako pekomeHgauum u yBegomneHust 0 HAX MOryT ObiTb NpeaocTaBneHbl

Nonb30BaTENto CUCTEMbI NMGLIM APYrMM NOAXOAALLMM CNOCO6OM.
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XoTts BapuaHTbl OCYLLECTBAEHUA ONUCaHB! B CBA3WN C UNNIOCTPATUBHON BbIYUCNIUTENLHOW

CUMCTEMHOW CPEeAcH, OHW MOryT ObiTb peann3oBaHbl C NOMOLLLID MHOTOYMCIIEHHbLIX OPYrvMX
BbIMUCNUTENbBHBLIX CUCTEMHLIX Cped, KOHMUrypauui v ycTpoucTs obluero v cneywanbHoro
Ha3Ha4YeHust.

MpyvmMepbl M3BECTHBIX BLIMUCAWUTENBHBLIX CUCTEM, CPEea W/MNU KOHUTypaumii, KoTopble
MOTyT SiIBNATLCA NOAXOASAWMMK ANS UCNONBb30BAHUS C acnekTamu U3obpeTeHus, BKNOYAaIOT B
cebs, Ho 6e3 orpaHuyeHus, MOOGUNbHbIE BLIMUCNUTENLHLIE YCTPONCTBA, MEPCOHAaMbHbLIE
KOMNLIOTEPDLI, CEePBEPHBLIE  KOMNBIOTEPLI, KAPMaHHbIE  YCTPOWCTBA UNu  HOYTOyKW,
MHOrOnNpoUEeCCOPHbLIE CUCTEMbLI, UTPOBLIE KOHCONKW, CUCTEMBI Ha OCHOBE MWUKPOMNPOLIECCOPOB,
TenenpucTaeku, NPorpaMMupyemyio BbITOBY0 3NEKTPOHUKY, MOOUNbLHBbIE TenedOHbI, ceTesble
NepPCoOHanbHbIe KOMMbIOTEPLI, MUHUKOMMBLIOTEPLI, CYNEepKOMMbLIOTEPLI, pacnpeaeneHHbie
BbIYUCNUTENDbHLIE CPeAbl, KOTOPLIE BKMHOYAIOT B cebs niobbie 13 YNOMSHYThIX BbltL€ CUCTEM UMK
ycTpoicTe (Hanpumep, uTHec-6pacneTbl), U T.n. Takue CUCTEMbLI WM YCTPOMCTBA MOFYT
NpUHUMaTL AaHHbie OT nonb3oBaTens 8 nbom Buae, B TOM 4Yucne OT YCTPOWCTB BBOAA
AaHHbIX, TAKUX KaK KnasuaTypa unu ykasatenbHoe YCTPOWCTBO, Yepes XecToBbl BBOA W/mvnu
yepes peveson BBof.

BapnanTtbl ocyuwiectBnenuns m3obpeteHus Moryt ObiTb OnucaHbl B O6LIEM KOHTEKCTe
UCNOMHAEMbIX C NOMOLLbIO KOMMbIOTEPA KOMaHZ, Taknux Kak NPorpaMmHbie Moaynu unv 6noku,
UCNONHAEMbIE OOHUM WNN HECKONbKUMWU KOMNbIOTEpaMu UMM ApYrMMyu  YCTPOWCTBaMMU.
icnonHsiembie ¢ NOMOLWbBIO KOMNbIOTEPA KOMaHAb! MOryT ObiTb OpraHuM3oBaHbl B OQUH WNn
HECKOMNbKO WUCMONHSAEMbIX C NOMOLbIO KOMMbIOTEPA KOMMNOHEHTOB unu mogynen. O6bIMHO
nporpaMMHble MOAYNU BKNIOYAKOT B Ce65, HO 6e3 orpaHudeHus, noanporpamMmbl, NPOrpamMmbi,
0OBbEKTbI, KOMNOHEHTHLI Y CTPYKTYPbl AaHHbLIX, KOTOPLIE BLINCAHAOT KOHKPETHLIE 334341 UMK
peanuayioT KOHKpPETHble abCTpaKTHble Tunbl AaHHbIX. ACNEKTbi M300peTeHus MoryT GbiTb
peanu3oBaHbl C NOMOLLLIO NKBOro konuyecTea v NoboK opraHnsauny TakKMX KOMNOHEHTOB UK
mogynewn. Hanpumep, acnexkrbl M306pEeTEHUNA HE OrPaHUYEHbl KOHKPETHBIMU UCNONHAEMbIMKU C
NOMOLLbIO KOMNbIOTEPa KOMaHOaMW UMW KOHKPETHLIMW  KOMNOHEHTamMu uUnn mMoaynsammn,
NpouNMIOCTPMPOBAHHBbIMA  Ha  urypax W ONUCaHHbIMU  30eCb. [pyrve BapuaHThbl
ocyuiecTBneHnna usobpeveHns moryT Bkniouate B cebs apyrme ucnonHsiemble ¢ NOMOLLbIO
KOMNbIOTEPA  KOMaHAbI  WNW  KOMMOHEHTbl, umewwue Oonblwyld WM MEHbLLYIo
MDYHKLMOHANBHOCTL, YEM NPOUNNIOCTPUPOBAHHAR U ONUCaAHHAs 34eChb.

Acnektbl u3obperenus npeobpas’osBbIBAOT  KOMNLIOTEP O6Wero HasHaveHus B
BbIMUCTIUTENBLHYIO CUCTEMY CMNEeuManbHOro Has3HauveHust, BLINOMHEHHYID C BO3MOXHOCTLIO
UHTEPNPETUPOBATL FEHETUYECKME AaHHbIEe NONL3OBATENst U JaHHbIE O COCTaBe MUKPOOUOTLI
KnwevHuka.

Cnepyet noHumaTh, YTO pas3nuUyHbIE CNOCOOLI, ONUCaHHbLIE B 4@HHOM AOKYMEHTE, MOryT
BbiTb peanu3oBaHbl BMECTE C annapaTHbiM UNWM NPorpaMMHbiM obecnedeHvem wunu, npw

HeobxoaumocTn, ¢ ux kombunaumen. [loatomy, cnocobbl U CUCTEMA OAHHOMO npeamerta
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U306peTeHNs, NN HEKOTOPbIE acNeKTb! UMW 4acTu TaKoBOro, MOTYT COAEPXaTh NPOrPamMMHbINA
Ko (T.e., MHCTPYKUWK), peanu3oBaHHbie B MaTepuManbHOM HOCUTENEe, TAkOM Kak rubkue
avcketbl, CD-ROM, Hakonutenu Ha XeCTKUX MarHWTHbIX Auckax, obnadHble xpaHunuia vunu
mobbie apyrue Hocutenu MHMOPMAaUWK, NP 3TOM, KOrAa NPOrPaMMHbIN KOA 3arpyxaeTtcs u
BbINOMHAETCA MAalUMHOW, TaKOW KaK KOMNbIOTEP, MalUMHA CTaHOBUTCS YCTPOWUCTBOM ANsi
npumeHeHua npeametra wusobpetenns. B cnyyae BbINONHEHMA NPOrpaMMHOrO Koda Ha
NporpaMMUpPYEMbIX KOMALIOTEPAX, BbIMUCAUTENbHOE YCTPOWCTBO, B OCHOBHOM, COLEPXWT
npoueccop, HocuTenb WHMOPMauMn [AOCTYNHLIN AN YTEHUs NPOLECcCOpoM (BKMoYas
3HEPro3aBUCUMYI0 U 3HEProHe3aBUCUMYIO NaMsTb W/WNU 3NEeMEeHTbl NaMATU), N0 MEeHbLIen
Mepe 0AQHO YCTPOMCTBO BBOAA, M NO MEHbLLEN Mepe OAHO YCTPONCTBO BuiBoaa. OgHa unu 6onee
nporpamMm MOXeT peanu3oBbiBaTb WAW WUCNONb30BaTb NPOUECCHI, ONWUCAHHbIE BMECTe C
HaCTOAWMM PacCKpbITbiM NpeamMeTom ulobpereHus, Hanpumep, NOCPEACTBOM UCNOMb3OBAHNS
npuknagHoro nporpammHoro wuHrepdenca (APl), nNOBTOPHO MCNONb3yeMblX 3JNEMEHTOB
ynpasnexus, n tomy nogobHoro. Takue nporpaMmmbl MOryT ObiTb peann3oBaHbl NPU NOMOLLM
BbICOKOYPOBHEBOIO npoueaypHoro unm 0OBbEKTHO-OPUEHTUPOBAHHOTO A3blKa
nporpamMMupoBaHus Ansi obmeHa AaHHLIMU C KOMNLIOTEPHON cuctemon. OaHako, npwu
HeobxogumocTu, nporpammalbl) MOryT 6biTh peanu3oBaHbl Ha accembnepe, nu MaWMHHOM
A3blke nporpammuposanus. B nwobom cnyyae, s3blK NpOrpaMMUpOBAHUA MOXET ObiThb
KOMNUMUPYEMbIM NV UHTEPAPETUPYEMbBIM A3bIKOM, U 3TO MOXET OblTb KOMOUHMPOBATLCA C
annapaTtHeIMY peanu3auuamu.

Hecmotpst Ha TO, 4YTO npeameT u3obpeTeHust Obin ONUCaAH CNEeUuNdUYECKUM SI3bIKOM
CTPYKTYPHbIX OCOBEHHOCTER Wunu MEeTOAONOrMYECcKUX (PYHKUWWA, ABNSAETCA NOHATHbLIM, YTO
npeamet usobpereHus nonyymun onpeaenenue B npunaraembix NyHKTax popmynbl NateHTa, u
HET HeobOXOoAMMOCTU OrpaHWYUBaTL OMUCAHHLIE Bbillle XapaKTepHble OCOBEHHOCTW Wnu
PyHKUUKN. B 3HAUUTENBHOK CTENEHN, ONUCaHHbIE Bbillie XapakTepHbie 0COBEHHOCTY U YHKLUK

pacKpbIBAlOTCA KaK TUNOBbIE PAa3HOBUAHOCTN peanu3aumn opMynbl M306peTeHus.
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QOPMYIA

1. Cucrema pekomeHaauuii Ansi NONb3OBATENsi HA OCHOBE €r0 reHEeTUYECKUX AAHHLIX U
AaHHbIX 0 coCTaBe MUKPOBUOTLI KULLIeYHUKA, CoaepX)allasn:

*  BNOK NONYHEHNA NEPBUYHbBIX AaHHbIX, BLINOMHEHHbIN C BO3MOXHOCTBIO NONYHYEHNUs
FEHeTUYECKMX AaHHbIX NMONbL30BaTENS W/WMW AaHHLIX O MUKPOOUOTE KMLLIEYHWKA
nonb3oBaTerns;

* ONOK KOHTPONA KavecTsa, BLINOMHEHHbI C BO3MOXHOCTLIO NPOBEPKN KavyecTsa
reHETUYECKUX [aHHbIX NONb3oBaTENs WUNK AaHHLIX 0 MUKPOBUOTE KULIEYHWKA
nomnb3osartens, NOMy4YeHHbIX GNOKOM MONy4YeHUs NepBUYHLIX AAHHbLIX, NPUYem
reHeTU4YeCKne NaHHbIe BKITIoYaloT B €68 0QHOHYKNEOTUAHBIE NONUMOPdU3MbI, a
OaHHble 0 MUKpPODUOTE BKIOYAIOT B ce09 YTeHus;

+ ONOK MONYNAUWOHHOIO aHanu3a TreHeTUYECKNX [aHHbIX, BbINONHEHHbI C
BO3MOXHOCTLIO  ONpeAeneHns OTLOBCKOW W  MaTepPUHCKOW rannorpynnsi,
NONYNSLUMOHHOIO COCTaBa NEHETUHECKUX AaHHbIX;

*  ONOK TAaKCOHOMMWYECKOTO aHanu3a AaHHbIX N0 MUKPOBWOTE, BLINONHEHHBLIN C
BO3MOXHOCTbIO Knaccudukaumnm 4TeHun no 6ase gaHHbIX NOCneaoBaTenbHOCTEN
reHos 168 pPHK; |

« 6nok onpegeneHust pucka 3abonNeBaHWil, BbINOMHEHHBbIK € BO3MOXHOCTHIO
ornpefenenus prucka 3abonesanuii, 3alMLWLEHHOCT OT 3aboneBaHui, a TakKxke
NPOBEPKU rEeHOTUNA Ha Hanu4Me naToreHHbIX annenel v OueHKW craTyca
HOCHUTENbCTBA HAaCcNeACTBEHHbLIX 3aboneBanui,

+ 6nok onpeaeneHust NPM3HAKOB, BbINOMHEHHbIW C BO3MOXHOCTBLIO ONpeaeneHus
COCTOSIHUA NPW3HaAKoB MONb3oBaTens nyrem peaykuuun rpada 3aBUCUMOCTEN
NPU3HAKOB;

+ 6nok copMMpOBaAHUS peKOMeHAauuih ANs Nonb30BaTens, BbINOMHEHHLIA C
BO3MOXHOCTbIO (POPMUPOBAHUS pEKOMEHAAUUKM NOMb30BATeNd HA OCHOBAHWU
AaHHbIX 6noka onpegeneHus pucka 3aboneBaHun u Gnoka onpegeneHus
NPU3HaKoB NONb3oBaTENs.

2. Cnoco6 no n.1, XapaKTepU3YILWUNCH TeMm, 4TO BMOK nonyyYeHus NEePBUYHBLIX JAHHbIX
nonyvaer dannbl cekseHuposaHus B ¢opmate FASTQ wunu  FASTA, nonydeHHole ¢
cekseHarvopa.

3. Cnoco6 no n.1, xapakrepusyowmincss Tem, 4To 6noK KOHTPONs KadYecTsa nonydaer
reHeTU4ecKne [aHHble nonb3oBarens M3 KpemHueBoro 6uounna NOCpPeacTBOM CKaHepa
6uouunnos.

4. Cnocob no n.3, xapakTepuyouwmncs TemM, YTO FTEHETUYECKME AAHHbIE COAEepPXaT JaHHbIie
0 reHoTunax OJHOHYKNEOTUAHbLIX  NONMMOPMWU3MOB  NOMb3oBaTens,  coaepXxaume

nonumMopdmnamMol X- 1 Y-XpOMOCOM.
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5. Cnocob no n.1, xapakTepu3syloLmMinesl Tem, YTo GRoK KOHTPONA KauecTBa AONOMAHUTENbHO

onpegensieT non nNONb30OBATENA MNOCPEACTBOM NOACHETa KONUYECTBA OOHOHYKNEOTUAHLIX
nonumopusmos no X- 1 No Y-xpoMocomam.

6. Cnocob no n.5, xapakTepu3yioLuincst TEM, 4TO B Clydae MYXCKOro nona 61ok KoHTpons
Ka4ecTBa KOHBEPTUPYET OAHOHYKNEOTUAHBLIE NONUMOPPU3MbI B TOMO3UTOTHOM COCTOSIHUMK C X- 1
Y-XpOMOCOM B  OQHOHYKNEOTWAHBIE MNOAUMOPMU3MBI B  TEMU3UIOTHOM  COCTOSIHUM.
OpHoHykneoTuagHble nonuMopdusmMbl B reTepo3UIOTHOM COCTOSIHUM C X- ¥ Y-XpOMOCOM
OTOUNLTPOBLIBAIOTCSH.

7. Cnoco6 no n.5, xapakrepusylwuicst Tem, 4TO B CIly4ae XXEHCKOro nona Bce
OQHOHYKNEOTUAHbIE NONMMOPPU3MbI C Y-XPOMOCOMOWN OTPUNBTPOBLIBAIOTCS U HE NONAZaKT B
UTOrOBYIO BbIBOPKY reHETUMECKUX OAHHbIX.

8. Cnocob no n.1, xapakTepuayowmines Tem, 4To 6NOK KOHTPONS KayecTBa OCyLLeCTBNAET
OTCenBaHWE 4YTEHUIN CO cpeaHuM Bannom kavecTBa HWXe 3apaHee 3aJaHHOro NOPOroBoro.

9. Cnocob no n. 1, xapakTepusyIoLLMNCca Tem, 4TO GNOK KOHTPOIS KAYECTBA C KOHLIOB YTEHUNA
yAanseTt no3uuun, nmetowme Huskun 6ann kadectea.

10. Cnoco6 no n. 1, xapakrepusylowuncs Tem, YTo GNoK KOHTPONs KadecTBa oTceusaer
NOCTOPOHHIOID TEHETUYECKYID WHOPMAUUio B YTEHUSIX, uUMelomx Ouonorndeckoe wnu
Hebuonoruueckoe NPOUCXOXKOEHUE, BO3HUKAIOLLYIO n3-3a NpoYTEHUS
apTeakTHbiX nocneaoBaTtenbHOCTEN.

11. Cnoco6 no n. 1, xapakrepusywuwmiucs Tem, 4To OGNOK NONyNsUUOHHOrO aHanusa
reHeTUHECKNX AaHHbiX onpeaenseT OTLOBCKYO ranfiorpynny Ha OCHOBaHUv AepeBa MyTauun ans
Y XpOMOCOMBbI U FEeHETUHECKUX AAaHHbIX NONb3OBaTENs.

12. Cnoco6 no n. 1, xapakTepusylwunca Tem, 4To ONOK MONYNAUWOHHOINO aHanvisa
reHeTUYECKUX AaHHbIX ONpeaenseT MaTEPUHCKYIO ranforpynny Ha CCHOBaHUMM Aepesa MyTaLui
ANA MUTOXOHAPWWN U TEHETUYECKUX AaHHbIX NOMNb30BaTENs.

13. Cnoco6 no n. 1, xapakrepusylowuincss Tem, 4To GNOK NONYNSILUMOHHOrO aHanu3a
reHeTUYeCKuX AaHHbIX onpeaensieT NoONynNsUNOHHbIA COCTaB HA OCHOBAHWUM AAHHbIX O reHoTMNax
nAen n3 pasHbiX NOAYNALMN U FEHEeTUMECKUX AaHHbIX NOAL30BaTENS.

14. Cnocob no n. 1, xapakrepusylwmiucs Tem, 4To OGnok nonynsunoHHOro aHanusa
reHETUYECKUX [aHHbIX Ha OCHOBAHWM TEHeTUYECKUX [aHHbIX nofb3oBatens, Habopa
yHacneaosaHHbIX OT HeaHaepTasnbila annenen B onpeaeneHHbix nonuMopguamax onpegensieT
obuiee KONUYECTBO HeaHAepTanbCKUX annenen.

15. Cnoco6 no n. 1, xapakTepusylwuitca Tem, 410 Npu Knaccudpukaumm no 6ase naHHbIX
nocneposatensHocTen redoB 16S pPHK, gaHHas 6a3a paHHbix cogepxut Habop reHomos
Gakrepuit n/unu apxen, BCTPEHaOLWMUXCA B KULIEYHUKE NONb3oBaTENS.

16. Cnocob no n. 1, xapakrepusyiowmncs Tem, 4To BNOK TAKCOHOMUYECKOTO aHaNn3a AaHHbIX

0 MUKpPOGMOTE OnpeaensieT OTHOCUTENLHYIO NPeACTaBNEHHOCTL MUKPOBHOro reHoMa unu Bnaa.
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17. Cnocob6 no n. 1, xapakTepusylLMincs Tem, YTo 610K TAKCOHOMUHECKOro aHanm3a AaHHbIX
0 Mukpobuote dopmupyeT npopexeHHble Tabnuubl NPEACTABNEHHOCTM MO APYrvm
TaKCOHOMUYECKUM YPOBHSAM.
18. Cnocob no n. 1, xapakrepu3sylowumitca Tem, 4To 610K onpeaeneHus pucka 3abonesaHui
OUEeHUBaeT aHOManbHOCTb [FEHEeTUYECKUX [AaHHbIX NOCPEeACTBOM NPOBEPKU CYMMapHOro
NPOUEHTa YTEHWUW, OTHOCALIMXCH K OAHOMY M3 TAKCOHOB M3 CNWUCKA ONMOPTYHUCTUHECKUX
NaToreHoB.
19. Cnoco6 no n. 1, xapakrepusylowuincs TeM, 4To 60K onpeaeneHus pucka sabonesaHuit
onpegenser 3auiMuieHHoOCTb OT 3abonesaHuit nonb3oBaTenst N0 AaHHbIM O MUKPOBUOTE Ha
OCHOBaHuK pedepeHCHbIX AaHHbIX.
20. Cnocob no n. 1, xapaktepusywolmincs Tem, 4YTO 6NOK onpegeneHuss npuaHaka
OCyLIEeCTBAAET NPOBEPKY HA HANU4ne UMKNOB B rpade 3aBMCMMOCTEN, U NPN HANUYKKU LIMKNOB

6nok He paeT 3anyCcTuTb peaykumio rpaga.
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