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(57) V300peTeHne OTHOCUTCS K CIOCO0aM OLEHKHM CTENEHH POACTBEHHOTO OTHOIICHHS MEKIY WHIMBHIYYMaMH.
CormacHo acriekTy crocob mpeaycMaTpuBaeT MOJMyYeHHE TalUIOTHIINYECKUX JAHHBIX, COACPIKAIINX TeHETHYECKHE
MapKepbl, o0LIMe IS MONYJIALMH HHIMBHIYYMOB; Pa3eiCHUe raIIOTHITHYECKHX JaHHBIX Ha CETMEHTHI HA OCHOBE
TEHETHYECKUX MapKepoOB; Ul KaKIOil MOMYISALNM TECTUPYEMbIX MHAMBHAYYMOB (i) COMOCTABICHHE Ha OCHOBE
TEHETHYECKUX MapKepOB CETMEHTOB TalNIOTUIHYECKHUX JAHHBIX, KOTOPbIE HICHTHYHBI 110 TIPOUCXOXKACHUIO MEXITY
IBYMsI MHAWBUAyyMamu, (ii) IUIS KaXIOTO M3 COBIABIIMX CETMEHTOB: pa3eieHHE COBIABIIEIO CETMEHTa Ha
JIMCKPETHBIC TCHOMHBIC MHTEPBAJIbl, OLICHKY Ka)IOro U3 JUCKPETHBIX TCHOMHBIX MHTEPBAJIIOB HAa OCHOBE CTCHCHH
COBIIA/ICHHS Y MHAMBUAYYMOB WM MEXAYy WHANBUAYYMAaMHU, KOPPEKTHPOBKY OIEHOK Ha COIIACOBAaHHOCTb,  (iii)
BBIUKCIICHHE B3BELICHHON CYMMBbI JUIl JIMCKPETHBIX TCHOMHBIX HHTEPBAJIOB COBIIABIIETO CEIMEHTa Ha OCHOBE
CKOPPEKTUPOBAHHBIX OLICHOK M IPUCBOCHHBIX BECOB; M OLEHKY CTENCHH DOACTBEHHOTO OTHOIICHHS MEXIY
UHANBHAYYMaMH Ha OCHOBE B3BEILICHHBIX CYMM COBIIABILMX CEIMEHTOB.
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CIIOCOBbI 1 CUCTEMBI IJIA ONPEAEJEHNWA POACTBEHHOI'O OTHOINIEHU A

Onucanue

CcBUIKA HA POICTBEHHBIE 3AIBKHA

[0001] CornacHo HacTosIIEH 3ajdBKE HCIPALIMBACTCS NMPHOPUTET B COOTBETCTBHH C IPEIBAPHTCIHHON
3asBKoi Ha BbIAady mateHta CIITA Ne 62/936879, momanuoii 18 HOs0ps 2019, xoTOpas BKIFOUCHA B HACTOSINHI

JOKYMEHT NOCPEACTBOM CCBUIKH BO BCEH CBOCH MOJHOTE.

IIpeumecTByomuii VYPOBEHbL TEXHHKH HACTOSINET0 W300peTeHnst
[0002] Hebommue pazmuuusa B JHK B momysmusax HWHAMBHIYYMOB MOTYT OBITh NPUYMHOHN OobIICH

YACTH TCHETHYCCKUX U (DCHOTHINUYCCKUX Pa3Iuyuii, HAOMIOJACMBIX MEKAYy HHAUBHIAYYMaMu. OMNMpeIcCHHBIC
HICHTUYHBIC IO Mpoucx0oacHuo ramiotums! (IBD) (wampumep, Hebompmue yuactku JJHK, koTopbie HAaCIC IyIOTCS
BMECTE), KOTOPBIC ABJIFOTCS OOIMMH I OTAC/IbHBIX HHIUBUIYYMOB, MOTYT YKA3bIBaTh HA CEMCHHYIO B3aUMOCBSA3b
MEXKIY STUMH HHAUBHAYYMaMu. CienosateabHo, anamns IBD MoxkeT mpoBOIUTS U MHOKECTBA HHAMBHUIYYMOB JJIS

TOTO, YTOOBI OPCACIUTE UX POACTBCHHOC OTHOIIICHHUC.

CymHOCTL HACTOSIIIEr0 H300peTeHnst
[0003] Hacrosmee HW300PETCHHE OTHOCHTCA K CTOCO0AM OLCHKH CTCTIICHH POACTBCHHOTO OTHOIICHHS

Mexkay uHauBHAyyMamu. COTJACHO acmeKTy cmoco0 MpeayCMATPUBACT MOJYUCHHE TAILIOTHIHYCCKHX JAHHBIX,
COACPIKAIMX TCHETHUCCKUE MApKephl, OOMME I MOMYJILUH HWHIMBHAYYMOB, PA3ACICHHC TAIIOTHIHYCCKUX
JIAHHBIX HA CETMEHTHI HA OCHOBE TCHETHYCCKUX MAPKEPOB, AU KAKAOH MOIYJIALHH TECTHPYEMBIX HHIAMBHIY YMOB!
(i) comocTaBICHHC HA OCHOBE TCHCTHUYCCKHX MAPKCPOB CCTMCHTOB TAILTOTHITHYCCKUX JAHHBIX, KOTOPHIC HACHTHYHBI
MO MPOUCXOKIACHHUIO MCHKTY ABYMA HHAMBHAyyMamH, (ii) i1 KaKIOTO W3 COBIABIIMX CCTMCHTOB. PAa3JCIICHHC
COBIIABLICTO CCIMCHTA HA OUCKPCTHBIC TCHOMHBIC HWHTCPBAJIBI, OLCHKY KAKAOI0 H3 AJUHCKPCTHBIX TCHOMHBIX
HHTEPBAJIOB HA OCHOBE CTCIICHU COBIIAJACHHS Y HHAUBUIY YMOB HIIH MCIKIY HHAHBUAY YMaMH, KOPPEKTHPOBKY OLICHOK
HA COTJIACOBAHHOCTH M (iii) BBIYHCICHHUE B3BEIICHHOH CYMMBI IS JUCKPETHBIX TCHOMHBIX HHTCPBAJTOB COBIABIICTO
CCTMCHTA HA OCHOBC CKOPPCKTHPOBAHHBIX OICHOK W IMPHCBOCHHBIX BECOB, M (d) OICHKY CTCICHH POJICTBCHHOTO
OTHOIICHUA MCKAY HHAWUBHIYYMAMH HA OCHOBC B3BCIICHHBIX CYMM COBHNABINHX CCTMCHTOB.

[0004] CormacHO acmEKTy HACTOAIICE HM300PCTCHHC OTHOCHTCSA K KOMIBIOTCPH3HPOBAHHOMY CHOCOOY
OLNCHKH CTCIICHH POACTBCHHOIO0 OTHOMICHHA MCKAY ABYMA HWHAUBHAYYMaMH I[I/IHJIOI/IL[HOﬁ TIO Iy JIIITUHA,
Mpeay CMAaTPUBAIOIIEMY: (a) NOJIY4YCHHE TFAIUIOTHIHYCCKAX JAHHBIX Ui NOMYJIAIHH TECTHPYEMBIX HHAUBUAYYMOB,
MPUYCM TAIJIOTHNHYCCKAC JAHHBIC COACPKAT MHOKCCTBO TCHCTHUCCKHX MAPKCPOB, OOMMX A MOMYIIIUH
TCCTUPYCMBIX HHOAWUBUIAYYMOB, (b) PasaciaCHUC TaINIOTHITHYCCKHUX AAHHBIX HA CCTMCHTBI HA OCHOBC MHOKCCTBA
TCHCTHYCCKUX MAPKCPOB, (C) MU KAKAOH MOMYJIIOAN TCCTHPYCMBIX HHAWBHIAYYMOB: (1) COMOCTABJICHHC HA OCHOBC
MHOKCCTBA TCHCTHUCCKHX MApPKEPOB CCTMCHTOB TAIUIOTHIHYCCKHX OJAHHBIX, KOTOPBIC HACHTHYHBI 110
MPOMCXOKACHHIO, MC)KIY ICPBBIM HHIMBHIYYMOM H BTOPBIM HHIHBHIYYMOM CPCIH IOIYJIIIHH TCCTHPYCMBIX
WHIWBHAYYMOB, IPHICM KAKIBIH W3 COBMABIINX CCTMCHTOB MMCCT MICPBBIH pa3Mep, KOTOPBIH MPEACTABIACT CO00i
MO0 MCEHBUICH Mepe NpeABAPUTEIbHO ONPEAC/ICHHBI MOPOTOBBI pa3Mep, W COACPKHT IO MCHBIICH Mepe
TMPCABAPUTCITHFHO OMPSACICHHOC YHCIIO TCHCTHYUCCKUX MAPKEPOB, (i1) AT KAKIOTO W3 COBIABIINX CCTMCHTOB MCHKIY
TICPBBIM HHAWBUAYYMOM H BTOPBIM HHAWBHAYYMOM: Pa3aCICHUC COBONABIICTO CETMCHTA HA MHOKCCTBO JUCKPCTHBIX

TCHOMHBIX HHTCPBAJIOB, OLUCHKY KAXKAOTO U3 MHOKCCTBA JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC (1) CTCIICHU



COBIMAACHUA MO TOMO3HTOTHOCTH AHCKPCTHOIO ICHOMHOIO HHTCPBAId Yy NEPBOr0 HHAWBHAYYMA HIIH BTOPOTO
HHAUBHAYyMa Wi (ii) CTENCHH IOTAPHOTO COBHAJCHUSA JUCKPETHOTO ICHOMHOTO HHTEPBANA MEXIY IECPBBIM
HHIUBHIYYMOM H BTOPHIM HHIMBHIYYMOM, C IOJYYCHHEM TAaKHM OOpPA30M MHOKECTBA OIICHOK, KOPPEKTHPOBKY
MHO’KECTBA OIICHOK HAa OCHOBE COIVIACOBAHHOCTH MHOKECTBA OIICHOK, IIOJIydas TakuM 0Opa3oM MHOYKECTBO
CKOPPECKTHPOBAHHBIX OLICHOK, U MPHUCBOCHUEC MHOKCCTBA BECCOB MHOKCCTBY AUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA
OCHOBC MHOKCCTBA CKOPPCKTUPOBAHHBIX ONCHOK [JHCKPCTHBIX TCHOMHBIX HHTCPBAIOB, W (iii) BBIYHCICHHC
B3BCIICHHOM CYMMBI UIA MHOKECCTBA AHUCKPCTHBIX T'CHOMHBIX HHTCPBAJIOB COBIABIICTO CCTMCHTA HA OCHOBC
MHOKECTBA CKOPPCKTHPOBAHHBIX OLICHOK W MHOKECTBA BECOB, U (d) OLICHKY CTCNICHH POACTBCHHOTO OTHOIICHHS
MCKAY NCPBBIM HHAWBUAYYMOM H BTOPBIM HHAHWBHAYYMOM Ha OCHOBC B3BCILICHHBIX CYMM COBIABINHX CCTMCHTOB.
[0005] CormacHO HEKOTOPHIM BAPHAHTAM OCYLICCTBICHUA MUIUIOMIHAS MOMYJ/IAIHMA NPEACTABIACT cO00it
MOMYJLALUI0 MJICKOIHUTAOIUX. COTJIACHO HEKOTOPHIM BAPHAHTAM OCYIUCCTBICHHUS ITOIYJIIIHS MIJICKOMUTAIOMINX
MPEACTABIIIET COOO0 MOy JISIMIO CEMEHCTBA TICOBBIX, MOMYJIALMIO KOMAYbHX, NOMYJIALUIO CTIOPTHBHBIX KHBOTHBIX
WM TOMyJUMIO TIPeI3yHOB. COIVIACHO HEKOTOPBIM BAapPHAHTAM OCYLICCTBICHHA IOIMYJLILMA MICKOMUTAIOMINX
MPEACTABIIIET COOOH MOy IALUIO ceMeiicTBa NCOBBIX. COrIacHO HEKOTOPHIM BAPHAHTAM OCY LICCTBJICHUS MOy JIALUS
ceMeHCTBA TICOBBIX NMPEACTABIACT CoO0OH momynimio cobak. COrlacHO HEKOTOPBIM BAapHAHTAM OCYILCCTBIICHHS
MOy AU MJICKONHTAIOMUX NpeJcTaBisieT co0o0i momysiro komaubuX. COrlacHO HEKOTOPHIM BapHAHTAM
OCYLICCTBJICHHUS MOy JIIHA KOMAYbHX MPEACTABIACT cO00H momypiuio komek. COriacHO HEKOTOPHIM BapHAHTaM
OCYLICCTBJICHHUS MOILY JIALUA MICKOIHTAOMIUX MIPEACTABIACT COOOH MO IALHUIO CIIOPTHBHBIX KHBOTHBIX. COrIacHo
HEKOTOPHIM BapHAHTaM OCYIICCTBICHHA MNOIYJILUA CIOPTUBHBIX JKUBOTHBIX IPEACTABIACT COOOH IOILYJIALHUIO
aomazneii. CoraacHO HEKOTOPHIM BapHaHTAM OCYINECTBJICHHA IOMYJLIMA co0aKk CONCP)KHT OJHY MU HECKOJBKO
nopoJ, cobak, BBIOPAHHBIX U3 IPYIIBI, cocTosAmed mu3: Addennunuep, Adranckas 6opsait, Adpuxanuc, Aunm,
Opaenbrepbep, AkOamm, Axuta-uHy, by Kyrtra, Mcmasckuii anaHo, Ananaxckuii Oyibaor, ATSCKAHC KA KTH-Kai,
ATICKHHCKHI MajgaMyT, AJaH, AJONCKHC, AJTBNUICKAT TAKCOOOpasHAs TOHYASA, AMCPHKAHCKAsA OBHYAPKA,
AmepukaHCKasd akuTa, AMECPHUKAHCKHI OyJIbI0T, AMCPHKAHCKHH KOKECP-CIIAHHEIb, AMCPHKAHCKAS ICKHMOCCKAS
cobaka, AmepukaHckuil (poxcxayHI, AMCPHKAHCKHI TOJIBIH TEphep, AMCPHKAHCKHHA MacTh(, AMEpHKAHCKHI
muTOy IbTephep, AMepukaHckuii craddopammpckuii Teprep, AMEPHKAHCKHHA BOISHOW CIAHHETb, AHATOIHHCKAS
OBUApKa, AHTI0-(ppaHIy3CKas Manas TOHYAd, ANNCHICIUICP 3CHHCHXYHI, APICHTHHCKHE 10T, APhC:KCKUH OpaKk,
Appekckas ToH4as, ApmaHT, ApTyasckas ronuas, Asctpanmiickuii Oyapaor, ABCTpanmiickas macTymbs co0aka,
Apcrpanuiickuil Keamu, ABCTpaTHHCKas OBYApKA, ABCTpAaNWHCKHH INEIKOBHCTBIH TEphep, ABCTpaTHHCKAs
KOPOTKOXBOCTAs MACTYyIIbsA CO0aKa, ABCTpaTHHCKHH Tephep, ABCTPHICKAsI TOHYAsA, ABCTpHICKHN MHHUCP, A3aBaK,
Baxapeanbckas cobaka, bapder, Adpukanckas Henaromas codaka, backckas oBuapka, ApPTe3HAHO-HOPMAHACKHI
Haccer, ['oyOoii rackoHCkui 6accet, Peokuii OpeToHCKHit 6accer, bonpmioit Banaeiickuii 6accet-rpudhoH, Mabrit
paHnciickuii OGaccer-rpu(ppon, basapckas ropras rowuas, burms, buras-xapeep, Bopomarteni xommm, Bocepos,
Benmiarron-tepsep, benprutickas opuapka, bensruiickas osuapka (I'proreHaanp), benpruiickas osuapka (Jlakenya),
Benpruiickaa osuapka (Manunya), benpruiickas opuapka (Tepsropen), bepramckas osuapka, benas mBeinapckas
oBuapka, [ Tukapauiickas ouapka, bepHckas ronuas, beprckuii 3enrenxyna, bumon ¢puse, buin, bucten, UepHo-
TIoATANbIH KyHXayH/, EpHas HOpBe)KcKas ocHHAs Jaiika, Bymienbeiicep, Hopseskcknii yepHsIif snkxyHz, Pycckmit
YyepHBIH Tepbep, Kenras ¢ yepHO# Mackod FOKHAs roH4as, bompmas roxy0as rackoHCKas rowyas, Mamas romay6as
rackoHckas roruaq, bmagxayun, baro-neiicn, brro-mon-teprep, Kpamuaro-rony0oii kyaxayun, bypOyms, Uemckas
macTymbsa codaka, bomorses, bopaep-komm, bopaep-tepreep, Pycckas ncosas 0op3as, BocHmiiCKas sKeCTKOMECPCTHAS
ronyast, bocton-Teprep, ApacHHckuii OyBbe, @nanapckuii 6ysbe, bokcep, bolikuH-criannens, MTanpaHCKHiT Opakk,

OgsepHckas sierasas, bypoorckuii Opakk, bpak Jromon, @panmysckuii 6pakk, CeH-KepMEHCKHI Opak, bpa3mmbsckuit



Teprep, bpnap, Cpenumii Banaeiickuii rpuddon, bperorckuii smanso1s, Bpoxomsmep, FOpcekas rontuas, BykosuaCKas
oBuapka, byms-3Ha-Teprepsl, Bymbrepsep, Bynprepsep (Munnatopssrii), byasmactud, Bymm Kyrra, Kepa-Tepsep,
Xanaanckag codaka, Karaackas sckamocckas codaka, Kanaackuit moitarep, Kane-xopco, Tlopryraabsckas oBuapka,
Kao nme xacrpo-madopeiipo, A3zopckas mactymbsa codaka, Kapommrckas cobaka, PyMpIHCKad kapmaTckas OBUApKa,
Jleomapmosas cobaka Karaxymsl, Karamonckas opuapka, KaBkasckas osuapka, KaBajep KWHT-4apib3-CIAHUCITH,
Cpemneaznarckas osuapka, Uemckwii (poycek, Uemckuit Tepsep, [lomsckas 0op3at, Uecamuk-o¢eii-perpusep, Cepo-
rory6asg roryas, OpaHiry 3ckas yepHO-mieras roryast, Opaniy3ckas 6eno-uepHas cobaka, @paHIy3cKad TPEXIBETHASL
ronyas, Ymxyaxya, Ummmiickuii (okctepbep, Kuraiickmit uymius, Kwuralickas xoxmaras coOaka, Kuraiickas
nMmeparopckasn codaxa, Unnyk, Unnmumapaii, Uay-uay, Ypyreatickuii cumappon, UepHas osuapka, YHPHEKO IETb
OrHa, Knambep-cnanues, JmaromepetHeiii ko, Kommm xoporkomepcerHsri, Kombait, Kopaosckas O6ofirosas
cobaxka, Koron-me-tyneap, Kpurckas rormuas, Xopsarckas opuapka, Kambeprenackas osuapka, KypuasomepcTHbrit
perpusep, Yexocnmopamkas Bomubis coOaka, Taxca, Jammarus, JleHIu-TuHMOHT-TEphep, JlaTCko-ImBeackas
(pepmepckad codaka, dunro, JJodepman, boprockuii nor, Kyouuckuit nor, ['Baremansckuii Oy iprepsep, Kapnukossii
mor, Jpenrckad kypomarouHasd cobaxa, [pesep, Jyukep, [ommannckas osuapka, [omaHACKuii CMOYCXOHZ,
BocrouHoesponeiickas oBuapka, BoctouHocuOupckas naika, 370, AHITTHHCKHN KOKEpP-CHAHHEIb, AHITTHICKAs
CHOTOBAs roHYas, AHrmHCKu (pokcxayHn, AHrymiickuii mactu(, IlofiHTep, AHrmmiickuii certep, AHIIMHACKAA
OBYApKA, AHIIHMHCKHH CIpPHHICP-CIAHHCTh, AHIIMHCKHH TOH-Tephep, AHITMHCKHH BOJSHOH CIIAHHCITD,
Anrmuiickuii Oenblii Teprep, DHTICOYXEp 3¢HHCHXYHA, 10y0OH MHKApIUHCKUH CIAHHEIb, JCTOHCKAA TOHYAS,
Omrpensckas opuapka, Espasuep, ®@una-cmanwens, bpaswmeckuii ¢uma, ®umo, PuHckas rowuas, DOUHCKUIA
nannxysn, ®unackuil mmun, IIpamomepctHeii perpusep, TaiiBanbckas Cobaka, ['mamxomepcTHsIi (pokcTepbep,
XKecrrxomepeTHsiii  (pokcTepbep, bperoHckuit smaHbonb, Ppannysckuit Oyipaor, DpaHLy3CKuil CIAHHEb,
Ucnanckuii ramero, Jlanrxaap, Hememxuii mumuep, Hemeuxas opuapka, Kypuxaap, Hemeuxmii BaxXTenbXyHZ,
Hemenxwit i, Jpatxaap, PuseHmmmayuep, I'ien o Mimaan tepbep, 30m0THCTHIH peTpusep, LloTaanackuii ceTep,
Boapmas aHrIo-(ppaHIy3CKas YCPHO-TICras ToH4YasA, boipmas aHrio-(ppaHiy3ckas KpacHO-Teras roH4as, boasmas
aHrno-(paHIy3cKas TpeXuBeTHAA ToHyas, bompmoi Baraetickuii rpuddown, [Tyspropukanckuii mactu@, Hemenxmit
qor, IlupeHeiickas ropHas cobaka, Bonpmoi mBeHmapckwii 3¢HHCHXYHI, [ peHmaHackas coOaka, ['peiixaywz,
Tomy6oii rackoHckui rpuddon, bemsrutickuii rpudpon, BpeTroHckuii perkesarsiii rpudhon, HusepHekuii rpudoH,
I'yab-gonr, ['yae-Tepp, Muauiickas codaka-3asn, [owuas [amuneToHa, [aHHOBEpCKad ronyas, Xapsep, [ aBaHCKuUit
ommoH, ["aBaiickag cobaka mom, ['mmanaiickas osuapka, Xokkaiiao, Xopras bopzas, Xosasapt, TpaHCHIBBAHCKAS
roHuas, Homosemanackas osuapka, XrOreHXYHZI, [lomeHko mOmmenko, Mcmanackas cobaka, MHawiickwid mmum,
Hpnaunckuii Oymsrepeep, HpmaHackuii kpacHO-Ocnibni cerrep, MpnaHackwii kpacHBIi cettep, Hpmanackuit
crapdopmmupckuii 6ynprepbep, Upmanackuii Tepeep, MpraHAckwii BOASHOW CNAaHWCTh, UPIaHACKAN BOJIKOIAB,
Hcrpuiickas KopoTkomepcTHas roHuas, Mcrtpmiickas sxecTkomepcTHas roHdasd, MrampgHckas neBpeTka, JKek-
paccen-tepeep, Hemenxuii srarepsep, IBeackuii mkxaysa, Anonckuil xuH, SnoHckuil mmun, AMOHCKHH TEphep,
Joxonanrn, Kaiikanm, Kam, Kanran, Kamnm, Kapakauanckag cobaka, Kapemsckas measexbs codaka, Kpamickas
osuapka, Keecxona, Keppu-6urme, Keppu-Omo-tepsep, Kasamep kuHT-uapie3-cnanue b, KoponeBckas oBHapka,
Kunramann, Kumy, Komonnop, Konkepxorase, Kymm, Kopeiickuit unano, Kopetickuit mactud, Kpompopaeumaep,
Kymsmunckas owuapka, Kypm, Kysac, Kait meo, Jlabpamop xackum, Jlabpamop-perpusep, Jlarorro-pomManboio,
JeiikneHn-Tepsep, Jlankammpckuit xunep, Jlanacup, Jlomapckas oncHEeroHHag codaka, Jieoroeprep, JIxacckuit anco,
JluroBckas rToH4Yas, JlMWHHOImEpCTHBIH yummeT, BpwHmm3ckas Oofimosas cobaka, Manas npBHHas cobaxa,
Benrepckuii arap, bompmas npesecHas roHuas, Manpruiickas 6010HKa, MaruecTep-Tepeep, MapeMmo-aOpyIikas

osuapka, MakHa6, Kcomowrixynatian, MuHHATIOpHAs aBCTpaimiicKas oBuapka, MwuHHaTiopHBIH Doxcrephep,



Munnartopusrii [Turuep, Murnatropasiii [Haynep, Mununatropasii Cubupckuii Xacku, PyMBIHCKas MHOPHTCKA
oBuapka, Momocckas cobaka, UepHOTOpPCcKas TOpHAs roHYasd, MOCKOBCKasA CTOpOkeBasd, MOCKOBCKHI BOZOJA3,
Tlopuas roruas, KenTykckad ropHas rowuas, Myxkxyunec, Myan, Kapasannas 6opszas, Bomsmoit MrOHCTEpICHIC,
Maurstii MroHcTEpIeHE, KypuaBomepcTHsIii perpusep ¢ peku Myppeii, Heanomuranckuii mactud, HetodaynmreHn,
Hogrorsuneiickas noromas codaka, Hopgpomk-cmanuens, Hoppomk-tepsep, HopboTTeHCKas natika, CepepHas buris,
CesepHas mHyHTCcKas cobaxa, Hopeexckuii OyxyHn, Hopeeskckuii cepsiii ankxyHa, Hopeexckuil TyHAEXyHA,
Hopsuu-teprep, Hopomotnanackuii perpusep, Crapomarckuii moitHTep, boOteiin, Crapoanrmumiickuii Oyipaor,
UepHo-moamasnii Tepbep, CrapoHemenkas osuapka, Crapoanrimiickuii Oympaor, Orrepxayua, Hasappckuii mayoH,
Ileticou-teprep, KoHTHHEHTANBHBIN TOH-cmaHuenb, llapcon-paccen-tepeep, Ilarepaeiin-tepbep, Ilekunec,
Kanapckuii mor, Ka-ne-60, Ilepyanckas opxuaes unkos, @ancH, ®apaoHoBa cobaka, [TukapauiiCkuii CiaHHEITB,
IInorr-xayun, Iloaenxo Kawnapmo, Iloitatep, Ilonsckuii orap, Ilomsckas ronuas, Iloabckas HU3WHHAS OBYApKa,
INomeckas moxramsaHckas opuapka, [lomepanckuit mmun, [loHT-omemepckuit cmanmens, [Tymems, Dapdoposas
ronyas, [Topryraneckuii noaenro, [Topryraneckuii IToitHtep, [TopTyramsckas Boauas codaka, [Ipackuii kpeicapuk,
[Tynens-noitarep, Momnc, Ilymu, Ilymu, Ilynrcan, ITupeneiickuit mactud, ITupeneiickas osuapka, Padeiipy ny
Anentexy, Pamkananaitsm, Pammnypckas 6op3at, O6maBHas Opa3uibCkas TOH4YAsA, AHAANY3CKHH paToHepo, Par-
Tepbep, Kpacueiit xyuxayHn, Poaesmiickuit pumioek, Porseiinep, Pycckuit oxoTHuumiit cnanuens, Pycckuii ToH,
Pyccko-eponeiickasn naiika, J[kek-paccen-tepbep, Bomusst cobaka Caproca, Mcmanckas rowuas, [lepcmackas
osuapka, Upanckas Ma3zannapanun Osuapka, Caxammackuii xacku, Camoku, Camoen, Cancapu, IIlapmianunan,
[MManenaya, Mnnnepcresape, Cxunmepke, Crapoxopsarckas Oopsas, Pusenmuaynep, Mununatiopusiii [ITHayuep,
Tnayuep cpenumii, IlIseiinapckas rondad, Manas mBeifnapckas roxuas, JMMHHOIMEPCTHRIN ko, JupXayHA,
Motnanackuii Tepeep, CumuxeMm-tepbep, MTanpsgHckas kopoTkomepcTHas rondas, CubOupckas e3moBas coOaxa,
CepoOckas romuas, Cepockas tpexusetHas rowyas, [apmeit, [enru, Cuba-uny, [IIu-toy, Cuxoxy, IIIumonckas
osuapka, bomonka, Cubupckuii xacku, IllenkoBucteiii BuHAXayHa, CuHrameckas ronuas, Ckaiirepeep, Cororn,
Crosaukwii uysau, CroBankuii rpy0omepcTHbIi craBay, CroBankuii komos, CMaTaHacKas roH4as, Manas rpeucckas
cobaka, Upnasackuii MATKOIICPCTHRIN MIICHHYHBIH Tepbep, FOkHOpycckas osuapka, HOxxHas ronuas, Mcnanckuit
mactu(d, Ncnanckas sogsuas cobaxa, Crnunowne, Jlykac-tepbep, CeHOepHap, Maunbnii HeropayHaiIeHN, CTaOnXyH,
Crappopmuup Oymereprep, [oruas Creana, Asctpuiickuii 6pymacTerii Opakk, Cyccekc-cmanueis, [IIBeackmii
nmanxysa, [Iseackuii BampxyHz, [Iseackuit buras, Meapexkps kaHaackas coOaka TanraH, TairaH, TamackaHcKas
cobaxka, Teqmu Py3peast Teprep, Temomuan, Tenrepduna-repoep, Tatickuii 6anrky, Taickuil pumkOek, THOCTCK A
mactu(d, Tuberckuii cnanmens, Tuberckuii Tepeep, TopHbsk, Toca-uHy, Toii-Oympmor, Toii-®oxcreprep, Toii-
Mamnuectep-tepeep, Tpuunr Krop, TpuuH-yokep KyHXayHJ, THPOJbCKAsA TOHYAs, YTOHAraH, BeHrepckas BBDKIA,
BonenmHO nraneaHo, Betimapanep, Bensimn-kopru kapauras, Bensm xopru nemOpok, Yansckas opuapka, Benpm-
CHpuHTCp-CIaHueHb, Bemsmrepbep, Becr-xalineHa-yait-tepbep, 3amagHocwOMpcKkas maika, Bectdansckas
TakcooOpaszHasa ToH4Yasd, BerrepxyH, Yummer, Bemprii amrmmiickmii Oympaor, bemas mBeiimapckas oBuapka,
Benrepckas JkecTkomepcTHas Bbbkia, [puddon Kopramsca n HMopkmmpckuit Tepbep. COMNACHO HEKOTOPBIM
BapuaHTaM OCYICCTBJICHUA MOIMY AW A BKITOUACT OAHY HITH HECKOJIBKO YHCTOKPOBHBIX cobak (HaanMep, HMCHIIUX
OJIWH THI TIOPO/IBI) WIH OJHY WIH HCCKOJIBKO COOAK CMCIIAHHOW MOPOIBI (HAPHMEP, HMCIOIIHX HCCKOJIBKO THIIOB
nopox). CormacHO HEKOTOPBHIM BAPHAHTAM OCYINCCTBICHHS TNOMYJLINHA IPEICTABILICT COOOH MOMyIIAIHI0 CoOaK
cMemaHHo# mopoasl, mymeromux JJHK w3 modoro uncna (Hampumep, 1, 2, 3,4, 5, 6, 7, 8, 9, 10 wm 6once 10) wm
KOMOWHAIIMH YHCTOKPOBHBIX COOAK.

[0006] CormacHO HCKOTOPHIM BAPHAHTAM OCYIICCTBIICHHUS TAIIOTHNHYCCKUC JAHHBIC MOJYYAOT MyTCM

00pabOTKH TECHOTHUINHYECKUX JAHHBIX HOMYJLIIHH TCCTHPYEMBIX HHIWBHAYYMOB C TPHMCHCHHEM aITrOpHTMa



(pazmpoBaHus rammoTUnos. COTrIacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHA aIrOPHTM (pa3HpOBAHKS TAIUIOTHIIOB
COACPKUT anroput™ (ha3sHpPOBAaHWA TAIIOTHIOB HA OCHOBE JTaioHa. COrjacHO HEKOTOPHIM BapHAHTAM
OCYINECTBJICHHS aJTOPUTM (pa3HpOBAHUS TAIJIOTHIIOB Ha OCHOBE 3TAJIOHA COJCPKUT NMOWCK HA OCHOBE CKPBITOH
moaem Mapkosa. CoriacHO HEKOTOPBIM BAPHAHTAM OCYIIECTBIICHHUS aITOPHTM (pa3HpOBAHHS TAIUIOTHIIOB HA OCHOBE
sramoHa coaepskut amroputMm Eaglel, amropurm Eagle2, amroputm PHASE, amropurm fastPHASE, aaropurm
BEAGLE, anropurm Findhap, amropurm Impute, anroputm FImpute, anroputM Alphalmpute, anropurm IMPUTE2,
anmroputm MaCH, anropurm SHAPEIT1, anropurm SHAPEIT2, anroputm SHAPEIT3, anropurtm SHAPEIT4 nm
nx koMOuHaIuo0. COrfIacHO HEKOTOPBIM BAPHAHTAM OCYIICCTBIICHHUS ANTOPUTM (pa3HpPOBAHMUA TaMJIOTUIIOB COACPIKUT
anroput™ (ha3sHPOBAHMA IAIIOTHIIOB HA OCHOBE KOTOPT.

[0007] CormacHO HEKOTOPBIM BAapHAHTAM OCYINCCTBJICHHSA T'CHOTHIIHYCCKHC JAHHBIC MOIYYAKT MyTEM
OLCHKH OHOJOTHYECKHX OOpa3LOB, B3ATHIX Y MHOMYJLIHHM TCCTUPYEMBIX HHAMBHAYYMOB. COIVIACHO HEKOTOPBIM
BapHAHTAM OCYIICCTBICHIA OHOJIOTHUCCKUE 00PA3IIbl COACPIKAT 0Opa3Lbl KPOBH, 00PA3IIbI CITFOHBI, 00pa3Lbl MA3KOB,
00pasip! KICTOK WM 00pa3ns! TkaHeH. COrnacHO HEKOTOPHIM BapHAHTaM OCY IECCTBICHUA OLCHKA NPEAY CMATPHBACT
CCKBCHUPOBAHUE OMOJIOTHUECKUX 00PA3LOB MK HX MPOH3BOIHBIX.

[0008] CornacHO HEKOTOPBIM BAPHAHTAM OCY IICCTBICHHU MHOKECTBO ITCHETHYCCKUX MAPKEPOB COACPIKUT
nmo MeHbIIeH Mepe okoso 500, mo MeHpmeH Mepe okono 1000, mo MeHpmeH Mepe okoo 2000, mo MeHbIIeH Mepe
oxkozo 3000, mo meHpmcH Mepe okono 4000, mo mMeHpmIeH Mepe okosio 5000, mo MeHbIeH Mepe okosio 6000, mo
MeHbIIEH Mepe oko1o 7000, mo MeHbIeH Mepe okoso 8000, mo MeHbIIeH Mepe 0koa0 9000 M mo MEHbIICH Mepe
0k0J10 10000 pa3yHBIX TCHETHUECKUX MAPKEPOB.

[0009] CornacHO HEKOTOPHIM BApPHAHTAM OCYLICCTBJICHHSA CONOCTABJICHHE CETMECHTOB IaIlIOTHIIHYESCKUX
JAHHBIX, KOTOPBIC HACHTHYHBI MO MPOMCXOKACHHIO, mpeaycMmarpuBact mpumeneHue airoputMa GERMLINE,
agropurmMa PLINK, amroputma PREST, amropurva ciy4aitHoil mpockuwm mma ooHapy:xenus IBD (RaPID),
anmropurMa Obictporo oOHapyxeHus IBD o6mux rammorunos (FISHR), ycoBepmieHCTBOBAaHHOTO aJrOpHTMa
uaCHTHYHOCTH o mpoucxokacHuro (IBD), amropurma fastIBD, amropurma KING, amropurma HaploScore,
agropurMa TRUFFLE win ux xomOuHaImn. COrJIacHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHS MPCIBAPHUTCIBHO
OTIPECIICHHBIN OPOTOBBIN pa3Mep COCTABIAET 0k0JI0 100 THICSY map HyKJICOTUIOB (T.ILH.), 0k0J0 200 T.11.H., OKOJIO
300 t.1m.H., okoj0 400 1.1m.H., okoJio 500 1.1.H., 0koJo 600 T.1.H., okoJio 700 T.1.H., okoJio 800 T.1m.H., okoJio 900 T.1.H.
wmr oxoji0 1000 T.mH. COrJIaCHO HCKOTOPBHIM BapHAHTAM OCYINCCTBICHHSA MPCABAPHTCIEHO OMPCACICHHOS YUCIIO
TCHETHYCCKUX MAPKEPOB cOCTaBIAeT 0KoJo 30, okoio 40, oxosio 50, okoso 60, oxoso 70, okono 80, okoso 90 wm
0k0710 100 pa3nHYHBIX TEHETUYCCKUX MAPKEPOB.

[0010] CormacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO TNPCAYCMATPHBACT
Pa3acaCHUC COBINABIIUX CCTMCHTOB, TAK YTO AUCKPECTHBIC TCHOMHBIC HHTCPBAJIbI MHOKCCTBA JUCKPCTHBIX TCHOMHBIX
HHTCPBAJIIOB UMCIOT PaBHBIH pa3Mep. COrilacHO HEKOTOPHIM BAPHAHTAM OCYIIECTBICHHUS CIIOCOO TOTIOTHHTCIBHO
npeayCcMarpuBacT PasaACICHUC COBIABIIHX CCTMCHTOB, TaK YTO AUCKPCTHBIC TCHOMHBIC HWHTCPBAJIBI MHOKCCTBA
JUCKPETHBIX TCHOMHBIX HHTEPBATOB HMCEIOT BapuadenpHbIii pasMep. CoOriacHO HEKOTOPBIM BapHAHTAM
OCYILNCCTBJICHH BapHaOCTbHBIH pa3Mep MAHHOTO AHWCKPETHOTO ICHOMHOTO HHTECPBAJNA MHO)KECTBA JUCKPETHBIX
TCHOMHBIX HHTCPBAJIOB ONPEACILIOT, MO MCHBIIICH MEPC YaCTHTHO, HA OCHOBC HAYAJTBHOTO IOJOKCHUA H KOHCYHOTO
NMoJOkeHHuA coBnaacHuil IBD, NpOKCHMAaNbHBIX AAHHOMY MAHCKPETHOMY TI€HOMHOMY HHTEPBANY, IIOTHOCTH
TCHOMHBIX MAPKEPOB B JAHHOM AWCKPETHOM T€HOMHOM HHTEPBAJIC, MAKCHMAIBLHOTO YHCIA MAPKEPOB UL JAHHOTO
JAACKPCTHOTO TCHOMHOTO MHTCPBAJA, MAaKCHMAJIbHOM JJIUHBI JAHHOTO AHUCKPCTHOTO TCHOMHOTO HHTCPBAJIA HIIA UX

KOMOHHALIMH.



[0011] CornmacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO NPCAYCMATPHBACT
OIICHKY KQKIOTO W3 MHOYKCCTBA JHCKPCTHBIX TCHOMHBIX HWHTCPBAIOB HA OCHOBC (1) CTCNICHH COBNMAACHHA IO
TOMOBUTOTHOCTH JHMCKPETHOTO T€HOMHOTO HHTEPBAJA Y NEPBOTO MHIMBHIYYMA HJIM BTOPOTO HHAWBHIyyMa H (ii)
CTCIICHU IMOMMAPHOTO COBHAACHHA AUCKPECTHOTO ICHOMHOIO HHTCPBAIA MCKAY INCPBBIM HHAWBHAYYMOM H BTOPBIM
HHOAUBHAYYMOM, C MOJIy4YCHHEM TaKUM 06p330M MHOXXCCTBA OLICHOK COBINAACHHA ITIO TOMO3HIOTHOCTH H MHOKCCTBA
OLCHOK TmomapHOTO coBmascHusA. COTIacHO HEKOTOPHIM BApHAHTAM OCYIIECTBICHHS CIIOCOO JOTIOJHHTEIBHO
MpEeTy CMaTPHBACT KOPPEKTHPOBKY MHO’KECTBA OIICHOK IIONIAPHOTO COBIAICHHUS HA OCHOBE COTJIACOBAHHOCTH JAHHOH
OLICHKH IOIIAPHOTO COBHAJCHMA C COOTBETCTBYIOINCH OLICHKOH COBNAACHHA IO TOMO3ZHIOTHOCTH, C IOJIyUYCHHEM
TaKkuM 00pa30M MHOKECTBA CKOPPEKTHPOBAHHBIX OLICHOK IIOIIAPHOTO COBIIAICHU.

[0012] CormacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO INPEAYCMATPHUBACT
NPUCBOCHUC MHOKECTBA BECCOB MHOKCCTBY AUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBEC MHOKCCTBA COCTOSIHHH
HACHTUIHOCTH IJI1 ABYX aJIeIeH Y ABYX JUIINIOMOHBIX HHIWBUAYYMOB. CormacuHo HCKOTOPBIM BAPHAHTAM
OCYILICCTBJICHHUA MHOXKECTBO COCTOSHHMH MACHTHYHOCTH COJCPIKUT COCTOSHMA HICHTHYHOCTH, BBIODAHHBIC H3
Tabmuus! 1, 1 MHOKECTBO BECOB MPHCBAUBAIOT HA OCHOBE MHO)KECTBA BKJIAZOB B POJCTBO Ty, KAK NMECPECUHCIICHO B
Tabmure 1. CorigacHO HEKOTOPHIM BApHAHTAM OCYINECTBICHHA CTEHECHb POJCTBCHHOTO OTHOINCHHUS COACPIKUT
ko3pduiment poacTBeHHOro oOTHomeEHHA. COINIACHO HEKOTOPHIM BAPHAHTAM  OCYINECTBJICHHA CIIOCOO

JOMOJHHUTCIIBHO IPEAYyCMATPHUBACT BBIMHCJICHHC B3BCIICHHOU CYMMBI I MHOXKCCTBA AUCKPCTHBIX T'CHOMHBIX

HHTCPBAJIOB COBIIABILICTO CETMCHTA, rae B3BCILCHHAS cymma BBIPAXKCHA TIOCPSACTBOM:
AL + A7 + (0,75 x A3) + (0,5 x A8)
Ty = - . COracHO HCKOTOPBHIM BAPHAHTAM OCYLICCTBJICHHSA CTCNCHb POICTBEHHOTO

OTHOINCHUA COACPXkHT Kod3(¢duuueHt poxacrea. COINIaCHO HEKOTOPHIM BapHAHTAM OCYLIECTBICHHA CIIOCO0
JOIIOJIHUTETIPHO IIPEAyCMAaTPHBACT BBIYHCICHHE B3BEIICHHOH CYMMBI JUI1 MHOXKECTBA JHCKPETHBIX TI'€HOMHBIX

HHTCPBAJIOB COBIIABIICTO CCTMCHTA, TAC B3BCUICHHAA CYMMA BBIPAXKCHA IMMOCPEACTBOM

_ A1+(0,5 x (43 + A7)) + (0,25 x 48)
xy - L .

k

[0013] CormacHO HECKOTOPHIM BAPHAHTAM OCYINCCTBICHHSA OIICHKA CTCTIICHH POJCTBCHHOTO OTHOIICHHS
MEKAy NMEPBBIM HHAWBUAYYMOM H BTOPHIM HHAHBHAYYMOM IPEAyCMATPHBACT ONPEACIICHHUC CTCTICHH MHOPHIWHTA
TICPBOTO WHAMBHAYYMA HIH BTOPOro MHAMBHAyyMa. COTJIaCHO HEKOTOPHIM BAPHAHTAM OCYIICCTBJICHHS OLICHKA
CTENEHH POACTBEHHOTO OTHOIICHHS MEXIY NEPBBIM HHIUBHAYYMOM H BTOPBIM HHIMBHAYYMOM IIPENYyCMATPUBACT
OTpeCCHUE CTCIICHM WHOPHIWHTa TEPBOTO HHIWMBHAYYMA M BTOPOro WHAuBHAyyMa. COITTACHO HEKOTOPBIM
BapUAHTAM OCYILECTBICHUS CTIOCO0 JOTOIHUTEILHO MPEAY CMAaTPHBACT ONPE/ICIICHUE CEMEHHOM B3aMMOCBSI3H MEKIY
TICPBBIM HHAWBHAYYMOM U BTOPBIM HHIAWBHIYYMOM HA OCHOBE, II0 MCHBINICH MEPE YaCTHYHO, CTCIICHH HHOPHIAWHTA
TIEPBOTO WHAMBHAYYMAa H BTOPOro WHAWBHAyyMa. COTIACHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHS CEMCHHAS
B3aUMOCBS3b TIPEICTABIACT COOOH B3AMMOCBA3b POAUTEIb-PEOCHOK, B3aHMOCBI3b OparT-cecTpa, B3aMMOCBI3b
TCTS/ IAAA-TIICMAHHAK/TUICMTHHILA, B3AHMOCBA3b HA YPOBHE TBOFOPOIHBIN OpaT/IBOFOPOIHAS CECTPA, B3AHMOCBA3h
6aby1ka/aeaymka-BHYK/BHYYKa WJIH B3aHMOCBI3b INpabadymika/mpanexymka-mpaBHyk/mpasHyuka. CoriacHo
HEKOTOPBIM BaPHAHTAM OCYHICCTBICHHA CEMEHHAA B3aHMOCBA3b MPHBEACHA KAK B3AHMOCBA3b MEKAY MApOH THOACH,
TAaKUM 00pa30M, YTO CTEIICHb POJCTBEHHOTO OTHOIICHHS MEXIY NEPBBIM HHAMBHIYYMOM H BTOPBIM HHIUBHIYYMOM
COTMOCTaBHMA CO CTENECHBIO POJCTBCHHOTO OTHOIICHHS, O’KHIACMOH MEXAy mapoi mozach. COracHO HEKOTOPBIM
BapUAHTAM OCYIICCTBJICHHS B3AHMOCBS3b IPEACTABISICT COO0H B3aHMOCBI3b POJUTEIb-PEOCHOK, B3AUMOCBS3b Opar-
CeCTpa, B3AUMOCBA3b TCT/IANS-TUICMIHHUK/TNIEMHHAIIA, B3aHMOCBS3b HA YPOBHE JBOKOPOJHBIN OpaT/IBOIOPOIHASL

CCCTpa,  B3aHMOCBA3b  0a0yIIKA/OCAyMIKA-BHYK/BHYYKA  HJIH  B3aHMOCBA3p  mpadadyImka/mpamcayImka-

TIPaBHY K/TIPaBHY YKA.



[0014] CormacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO NPCAYCMATPHBACT
OTPCICICHUC 0KHAACMONW CTCIICHH WHOPHWIMHIA MOTCHIWAIGHOTO MOTOMCTBA NCPBOTO WHAWBHAYYMA M BTOPOTO
mHauBEAyyMa. COTNacHO HCKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CINOCOO AOMOJHHTCIBHO TPEIYCMATPHBACT
ONPCICICHUEC PCKOMCHIALMHY, YKA3BIBAOIICH, CICAYCT M CKPCIIWBATH IICPBOTO WHAWBHAYYMAa W BTOPOTO
HHOAUBHAYYMAa BMCCTC Ha OCHOBC omymaeMoﬁ CTCIICHHU I/IH6pI/[,£lI/IHI‘a NOTCHIHAJIBHOIO IOTOMCTBA IICPBOTO
HHIWBHAYYMA U BTOPOT0 HHAWBHAYYMA. COTJIACHO HEKOTOPHIM BAPHAHTAM OCYIICCTBIICHHS CITOCO0 JOTIOTHUTCIIEHO
TIPSy CMAaTPHBACT ONPCICIICHAC PCKOMCHIAINH, YKA3BIBAOMICH, YTO CICAYST CKPCIIUBATE ICPBOTO HHIUBHIYYMA H
BTOPOTO0 HHAWBHAYYMA BMCCTC, KOrga OXHAACMas CTCIICHB I/IH6pI/l£[I/IHl"a MOTCHUHAJIBHOIO MOTOMCTBA IICPBOIO
HHIWBHAYYMa W BTOPOTO HHAMBHIYYMA HC NPCBHINACT MPCABAPUTCIBHO ONMPCIACICHHYIO HMOPOTOBYIO CTCIICHB
uHOpuauHra. COTrNacHO HCKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOTHHUTCIBHO IPEIYCMATPHBACT
ONPCACTICHUEC PCKOMCHAALMY, YKA3BIBAIOMICH, YTO HE CICAYCT CKPCIIMBATH IICPBOTO HWHIWBHAYYMA H BTOPOTO
HHAUBHAYYMA BMCCTC, KOTJa OKHUAACMAS CTCIICHD m{6pnzera NOTCHIUUAJTBHOTO MMOTOMCTBA NICPBOI0 HHAUBUAYYMA
U BTOPOTO HHAUBHAYYMA MPEBBINACT MPEABAPUTEIHLHO OMPEACICHHYIO IOPOTOBYIO CTCICHb HHOpuANHTa. COTIacHO
HCKOTOPBIM BApPHAHTAM OCYINCCTBICHUA MPCABAPUTCIIFHO OMPCACIACHHAS IOPOroBas CICNCHb HHOPHIMHIA
coctaBieT okojo 0,10, okomo 0,15, okoso 0,20, okono 0,25, okoio 0,30, okoao 0,35, okoio 0,40, okono 0,45 wmm
okoJo 0,50.

[0015] CoriacHO HEKOTOPBIM BApPHAHTAM OCYILICCTBICHHUS CHOCOO JOMOJHHTCIBHO MPETyCMATPHBACT
MOJMYYCHUE COLMATLHON CBA3H MEXKAY NEPBBIM CYOBEKTOM, CBA3aHHBIM C IEPBBIM HHIUBHIYYMOM, H BTOPBIM
CYOBEKTOM, CBA3aHHBIM CO BTOPBIM HHAWBHIYYMOM, Ha OCHOBE, IO MCHBIICH MEPE YACTHYHO, OLICHHBACMOI CTCTICHH
POACTBCHHOTO OTHOLICHUS ME)KAYy NCPBBIM HHAMBHAYYMOM H BTOPBIM HHAMBHAYYMOM. COTJIACHO HEKOTOPBIM
BAPUAHTAM OCYILICCTBICHHS CONHATIBHYIO CBI3b IOJIyHAOT, KOTJa OLCHUBACMAs CTCIICHb POJCTBEHHOTO OTHOIICHHS
MEKAY MEPBBIM HHAUBUAYYMOM M BTOPBIM HHIHBUIYYMOM IPEBBIIACT MPEABAPUTEIIHHO ONPEACICHHOE IIOPOTrOBOE
3HauYcHHE. COTTAaCHO HECKOTOPBIM BAPHAHTAM OCYINCCTBIICHUS MPEIBAPHTCIIHEHO OMPEACICHHOS MOPOTOBOC 3HAUCHHC
coctaBpieT okojo 0,00001, okomo 0,0001, okono 0,001, oxoso 0,01, okoio 0,02, okogo 0,04, oxono 0,06, oxoo 0,08,
oxouo 0,1, oxoio 0,12, oxomno 0,14, oxoso 0,16, oxomo 0,18, okono 0,2, okono 0,25, oxojo 0,3, okoso 0,35, okoJO
0.4, oxomo 0,45 wmu oxojo 0,5. CormacHO HCKOTOPHIM BAPHAHTAM OCYINCCTBJICHHSA CONHATBHYIO CBA3h IOJYYAFOT
TMOCPEICTBOM CCTH COIHATBHBIX ceTeil. COTTIaCHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHA IICPBBIH CYOBCKT ABIICTC
BJIIAJCTBLCM TICPBOTO MHAMBHIYYMA B KAUCCTBC JOMAIIHCTO JKABOTHOTO, H BTOPOH CYOBCKT ABIACTCA BIAJCIBLCM
BTOPOTO HHIUBHAYYMA B KAUCCTBE JOMAMIHCTO )KUBOTHOTO. COTJIACHO HCKOTOPHIM BAPHAHTAM OCYIICCTBIICHUA OTHH
H TOT XKC Cy6’BCKT ABJLICTCA BJIAACTIBLUCM NEPBOTO HHAWBHAYYMA H BTOPOTO HHAWBHAYYMA B KAYCCTBC AOMAIIHCTO
skuBOTHOrO. CoOrnacHo HCKOTOPBIM BAPHAHTAM OCYIICCTBICHHA MOJTYyUYCHHC COL[I/IaJIBHOfI CBA3H MCKAY ICPBBIM
CYOBCKTOM H BTOPHIM CYOBCKTOM TMPCAYCMATPHBACT MPCIOCTABICHAC MCCTOTIOJIOKCHHS TCPBOTO CYOBCKTA HITH
BTOPOTO CyOBeKTa. COTTTACHO HEKOTOPBIM BAPHAHTAM OCYIICCTBIICHHAS MOJIYICHAC CONHATBHON CBA3H MKy TICPBBIM
CYOBCKTOM H BTOPHIM CYOBCKTOM MPEAYCMATPHBACT MPCAOCTABICHHC KOMMYHHKATHOHHON CBSA3H MCKAY NMCPBBIM
CYOBEKTOM H BTOPBIM CYOBEKTOM.

[0016] CormacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHUTCIBHO NPCAYCMATPHBACT
HACHTH(DHKAAIO CEMEHHON B3aHMOCBSI3H MEKAY NIEPBHIM HHAHBHAYYMOM H BTOPHIM HHAWBHIAYYMOM HA OCHOBE, ITO
MCHBIICH MCPEC YACTHIHO, CTCIICHHA POACTBCHHOIO OTHOIICHHA. CoracHo HCKOTOPBIM BAPHAHTAM OCYIICCTBICHUA
cCMCifHAd B3aMMOCBA3h MPCACTABIACT COOOH B3aMMOCBA3b POAWTCIB-PCOCHOK, B3aMMOCBA3B OpaT-cecTpa,
B3aHMOCBS3b TCTSA/IAMA-TICM THHUK/TIICMAHHAIA, B3AHMOCBS3b HA YPOBHE TBOFOPOJHBIN OpaT/IBOIOPOIHASA CCCTPa,
B3aUMOCBs3b 0OabyImka/meayImka-BHYK/BHYYKA, WUIM B3aHMOCBS3b IpababyImka/mpae/ty IKa-IpaBHY K/TIPaBHYYKA.

CormacHo HCKOTOPBIM BapHAHTAM OCYIICCTBJIICHHA ceMeifHas B3aUMOCBS3b NPUBCACHA KAK B3aUMOCBA3b MCKIY



TapoH MoJeH, TakuM 00Pa3oM, YTO CTENCHb POACTBCHHOTO OTHOIICHHUS MEXIY NEPBBIM HHIUBHIYYMOM H BTOPBIM
HHIVBHYYMOM COITOCTABHMA CO CTETICHBIO POJCTBEHHOTO OTHOIICHHUS, OXKHUAAEMOH Meskay napoii moaei. CormacHo
HEKOTOPHIM BAapHAHTAM OCYIICCTBJICHHSI B3aMMOCBS3b IPEJACTABIICT COOOH B3aHMOCBI3b POIUTENB-PEOCHOK,
B3aUMOCBSI3b OpaT-CeCcTpa, B3aUMOCBI3b TETS/ I AA-TUNICMAHHHUK/TUIEMIHHHUIIA, B3AHMOCBA3b HA YPOBHE {BOIOPOIHBIH
Opat/mBoropoaHAS cecTpa, B3aNMOCBS3b 0a0ymka/ae Ay nka-BHY K/BHYUKa WA B3aHMOCBS3b
mpabaly1mka/mpaac y IIka-paBHy K/ TIPaBHYYKA.

[0017] CormacHO HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO INPCAYCMATPHBACT
HACHTH(HKALMIO JUI1 KAKIOTO U3 OJHOTO WM HECKOJbKHX HHIHBHAYYMOB IIONYJIIIHH TECTHPYEMBIX
HHIUBHIYYMOB, CTAaTyCa IPUCYTCTBHS, OTCYTCTBHA, PUCKA WX HOCUTEIS TCHETHYCCKOTO COCTOSIHUS MITH COCTOSIHHS
300poBbs Y HHAMBUAYYMA. COTIJIACHO HEKOTOPHIM BAPHAHTAM OCYINCCTBJICHHA TCHETHYCCKOEC COCTOSIHHC HITH
COCTOSHUC 3A0pOBBA BBIOpAaHO U3 rpymmbl, cocrosmeidr w3 TpomOomaruu (RASGRP2 3Ox3om 8), Jeduuura
mipyBarkuHasel (PKLR Ox3on 7 Bapuant morca), Jeduiura dakropa IX, I'emoumu B (FO Ox3on 7, Bapuant
Tepeepa), Hepurmmra mupysatkunHazel (PKLR Ox30H 7 Bapmasr Burma), P2Y12 Hapymenus TpoMOOIHMTOB
peuenropos (P2RY 12), Tpombactennu I'manumanna tuna [ (ITGA2B Ox3on 12), Bonesnu ¢poun Bunnebpanga tuna
II, VWD tuna II (VWF), Anomamuu Meii-Xerrmura (MYH9), TpombGonatuu (RASGRP2 3Ox3ou 5, Bapuant
AMEpHKAHCKOH 3CKUMOCCKO# cobakn), Jeduimra pakropa IX, 'emopmmiu B (F9 Dx3o0u 7, Bapuant Poaesuiickoro
pumkoeka), bonesnu (pon Bumnebpanga tuma 1 (VWF), Dmmumrommrosa codak (SPTB Dk3on 30), Hapymenus
anre3uu Jeiikouutos cobak tuma 111, LAD3 (FERMT3), Jdedpuuura npokammkpenHa (KLKB1 Jx3ou 8), boxesnn
(por Bunne6panza tuna 111, VWD tumna [T (VWF 3x30H 4), edumura pakropa VIII, I'emodumuu A (F8 Dx30mH 10,
BapuanTt boxcepa), Curapoma 3axsaueHHbIX Helitpoduios (VPS13B), Jeduuura mupysarkunass! (PKLR Ok30H 7
Bapuant nabpamopa), Tpombonatuu (RASGRP2 3x3o0u 5, Bapuant Baccer-xaynna), Jleduuura mupyBaTKHHA3HI
(PKLR 9x30H 5), deuuura paxropa VIII, I'emopumuu A (F8 Ox3o0u 1, Bapuant ouapku 2), Jedummra pakropa
VII (F7 Ox30H 5), BpoxacHuoit maxporpomboruroncaud (TUBB1 Ox3on 1, Bapuwant Kapanmep KuHr-4apib3-
cnanmeng), Jluraeosnoro memOpanuta, LM (PLG), [depunura mupysatkuHassl (PKLR 3x3on 10), dedumura
¢axropa VIII, Temopumuu A (F8 Ox3zom 11, Bapmanr oBuapku 1), Jpyrux cucteM, AyTOBOCHAIHTCIHHOTO
3a0onceanma mmapnes, SPAID, Jluxopagku mapmes (MTBP), AyTOCOMHO-PCUCCCHBHOW AWCIIAHH HMAITH,
Hacnencteennoit rumomnazun smamu 3y6a (Bapwant wuramesHCko#l neBperkn), CHHIOpOMA NEPCHCTCHLIHH
MIOJICpoBBIX PpoTokoB, PMDS (AMHR?2), Bectubymipraoro curapoma u rayxots! Jlooepmanos, DVDob, DINGS,
Hapymennii rna3, Ilporpeccupyromeii atpoduu cetuatku, crd2 (IQCB1), IlepBHyHOro BBIBHXAa XPyCTaTHKA
(ADAMTS17), 'naykoMbl ICPBHYHON OTKPBHITOYTONBHOH Tmaykomsl (ADAMTS17 Ox3ow 2), [Iporpeccupyromeii
arpoduu cetuatiky, crdl (PDE6B), IIporpeccupyromeii arpodun cetuatku, redl ITamouko-KOHYCHOM THCIIA3HH,
rcd1 (PDE6B 3x30H 21 Bapuant Mpiaarackoro kpacHoOro cerrepa), Amomanmu ria3 Ko, I'unomnasuu cocy ucToit
obomouku rima3a, CEA (NHEJ1), TIporpeccupyromeii arpoduu ceruatkn (SAG), Axpomaroncuu (CNGA3 Ox30H 7
Bapuant Hemerkoit osuapku), MynstuoxameHOW permHOomatmu codak cmr2 (BEST1 Ox3om 5), I'maykomsr
TMICPBAYHON OTKPBITOYTONMBHOU TiaykoMbl (ADAMTS17 Ox3ou 11), IIporpeccupyromeii atpodpun ceryarku, pred
IIporpeccuBHO# ACTCHEpAIMH TATOYKO-KOI00uk0oBOTO OTpe3ka (PRCD Ox30H 1), HachneacTBCHHBIX KaTapakT,
Panrnx karapakr, FOromeckmx katapakt (HSF4 DOxk3om 9 Bapumant oBuapku), AYyTOCOMHO-IOMHHAHTHOI
nporpeccupyromeit atpoduu ceryatku (RHO), Mynprudokampaoii pernronmatun codak cmr3 (BEST1 Ox3on 10
SNP), Axpomaroncuu (CNGA3 Ox30H 7 BapnanTt nadpagopa-petpusepa), My 1bTH(OKATEHON PETHHONMATHH COOAK
cmrl (BEST1 3x3o0m 2), Ilporpeccupyromeii atpoduu ceruatkm, rcd3 Ilamouko-kOHYCHOW amcruiaswu, rcd3
(PDE6A), Iporpeccupyromeii atpoduu ceruatku (CNGB1), TTporpeccupyromeii atpopuu CETIYATKH 300THCTOTO
perpusepa 2, GR-PRA2 (TTCS8), Ilporpeccupyromeii arpopum ceruatku, CNGA (CNGAl O3x30H 9),



Iporpeccupyromei arpoduu cetdatku 3oiotuctoro perpusepa 1, GR-PRA1 (SLC4A3), Tlporpeccupyromeit
arpo(uu ceryarku - crd4/cordl (RPGRIP1), BposkaeHHo# cranmonapHo# KypuHO# cnenotsl (RPE6S), Tuctpoduu
porosunsl ®epa, MCD (CHST6), I'maykombl mepBHYHOH OTKPBHITOYrobHOH rmaykoMel (ADAMTS10 Ox30H 9),
Mymstuokanpraoit  permHomathu  codak cmr3 (BEST1 Oxszom 10 [emeums), [maykomMel TepBHIHOI
OTKpBITOYTONbHONW TaaykoMbl (ADAMTS10 3x30H 17), Memmeunslx HapymeHuil, LICHTpOAACPHOH MHOTIATHH
(PTPLA), Bone3an Tomcena (CLCN1 3x3oH 7), Hacnencreenno#t mmomatuu marckoro mora (BIN1), Bonesnm
Tomcena (CLCN1 3Ox3om 23), Memmeunoii mucrpopuu (DMD Bapuant Bemsmn kopru neMOpok), BrI3BaHHOTO
(pu3uueckoii Harpys3ko# kosmranca (DNMI1), Memmeuno#t muctpouu (DMD BapuaHT 30J0THCTOTO peTpUBEpa),
Hepunura mumocratuH, Cunapoma bymm-yummera (MSTN), MuotyOymapHoii muonartuu 1, CpsazanHoit ¢ X-
XpoMoOcoMOH MHUOTYOysapHOH wmmomatuu, XL-MTM (MTMI, Bapuant nabpamopa), MemnneuHo# mucTpodun
(Bapumant Kasanep kuHr-uapiab3-cmaHuens 1), MynbTHCHCTEMHBIX HapymeHuid, IllepBHuHOH HMIHAPHON
muckunesuu, PCD (CCDC39 2x3o0H 3), GM1 TIaarmmosnno3a (GLB1 Ox3o0u 2), Curapoma [N'yprepa tuma IIA,
Bonesnu Canpumummno tuna A, MPS IITA (SGSH 3x30H 6 Bapuant 1), [IproOpeTeHHOr0 HEBPOHAIBHOTO HEPOU-
mmogyciuno3a (ATP13A2), GM1 T"arrnunosuno3a (GLB1 Ox30H 15 Cuba-uny Bapuant), HeBpoHamsHOTO HIEpOUa-
mmnodyciaosza 2, NCL 2 (TPP1 Ox30H 4), Cunapoma I'ypaepa tuma VII, Curapoma Cras, MPS VII (GUSB 3x30H
3), ®yxkozunosa cobak (FUCAL), GM1 I'arrmuo3umo3a (GLB1 Ok30H 15 AmsickuHckuii xacku Bapuant), BonesHu
HakorieHus1 Jlarorto (ATG4D), BposkaeHHOTO KepaTOKOHBIOHKTHBHTA CHKKA M HUXTHO3ZH(POPMHOTO ASPMATO3a,
Cunapoma kypuasoii mepctu u cyxoro riaza, CKCSID (FAMS3H 3xk3ou 5), Imukorenosoii 6one3nu tuma VII,
Hepunura docdorexcokunaspl, Jepunura PFK (PFKM Vunmer u AHIIHICKHN CHPHHIECP-CIAHUCT> BapuaHT),
I'muxoreHoBoi 6one3nn tuma [A, bonesnu I'upke, GSD TA (G6PC), I'mukorenosoii 6one3nu tumna VII, Jledurmra
(ocorexcoxunassl, Jeduuura PFK (PFKM Baxrensxysn Bapuant), HespoHaisHOro nepoua-munoQycuusosa 1,
NCL 1 (CLN5 Bopaep-kommu Bapuant), HespoHamsHOTO Hiepouna-mumodycipao3a 1, Mo3keukosoit atakcuu, NCL-
A (ARSG 3x30H 2), HesponamsHoro uepoua-mumnodycimao3a 6, NCL 6 (CLN6 Ox3o0H 7), Curapoma ['ypiepa Tuna
I, MPS 1 (IDUA), TloucuHO# IHCTAACHOKAPIHHOMBI W y310BoT0 AcpMmarodpudpoza, RCND (FLCN 3x3oH 7),
HesporansHoro nepoun-mmodycuuao3a 10, NCL 10 (CTSD 2x30H 5), '1000HIHO-KICTOMHOM JIcHKOTUCTPO (Pun,
Boaesuu Kpadoe (GALC Ox30H 5), I'muxoreHoBoit 6oe3nu Tima II1A, GSD IITA (AGL), HeBpoHATBHOTO LICPOHI-
mmodyciao3a (MFSD8), GM2 Taurmmosumosza (HEXB, Ilymems Bapuant), Ceazannoii ¢ X XpoMOCOMOit
BPOXKICHHOHN 3KTOACPMATBHON MHUCIUIA3HH, AHTHIPOTHUCCKOH 3kroacpmamsHOi mucmnasud (EDA HatpoH 8),
HepporaneHoTO Tcpoua-munodycnuHo3a (CLN8 Apctpanmiickas opuapka Bapuant), HeBpoHATBHOTO LCpOHI-
mmogycruao3a 8, NCL 8 (CLN8 Anrmwmiickuii cerrep Bapuanr), HesporamsHoTO nepona-mmnodycimaosa 1, NCL
1 (PPT1 3x30H 8), HepporaneHOTO nepoua-munodycumao3a (CLNS BapuanT 3010THCTOTO peTpuBepa), Curapoma
I'yprepa Tuma VII, Curapoma Cmas, MPS VII (GUSB 3k3o0H 5), ['mukoreHoBO# 60se3Hn THa 11, Bonesuu [Tomme,
GSD II (GAA), GM2 T'arrmiosuaosa (HEXA), Curapoma I'ypaepa tuma I11A, Bonesan Candummnmo tunma A, MPS
IITA (SGSH 2x30H 6 Bapuant 2), 3aboncBaHuii KOKH W cOcAWHUTCIIBHON TKaHu, Mxtnosa (PNPLAL), Mxtro3a
(SLC27A4), Hucrpoduueckoro OymnezHoro smuaepmosa (COL7Al), Mxrtuo3a, SUHACPMOIHTHICCKOTO HUXTHO3A
(KRT10), Sxromepmanproii mucmiasnn, Cuaapoma xpymkoctu koxku (PKP1), Mxrmoza (NIPAL4), Cmrapoma
Mycnamuna-JIroke (ADAMTSL2), Ouarosoii HCIMHUACPMOIUTHYCCKOW JIaJOHHO-TIOJOMIBCHHOW KEPATOACPMUH,
Bpoxnacruoit maxwmonmxmn (KRT16), Hacmeacteemnoro mapakeparoza Hoca (SUV39H2), HacnmeacTseHHOTO
runepkeparosza noaymedek Jan (FAMS8S3G), HapymeHwii TONOBHOIO W CHHHHOTO Mo3ra, IOBeHMIBHOM
nomHeponatuw, I lomuHaeBponaruu neondeprepos 1, LPN1 (LPN1, ARHGEF10), Hapymenus Tpouku MO3KeUKa,
HeonaranpHo#t aereHepammu kopsl Mokeuka, NCCD (SPTBN2), Hapkxonencnun (HCRTR2 Hutpon 6), L-2-
Tuapoxcurayrapukanuaypmu, L2ZHGA (L2HGDH), I'yOuaToii nereHepamun ¢ Mo3keukoBoi arakcueii 2, SDCA2
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(ATP1B2), Tlporpeccupyromeii HelpoHadbHOH abmoTpoduu, MHOKECTBEHHOH CHCTEMHOH JCTCHEpanuu codak,
CMSD (SERACI1 3x30H 15), HeonartameHO# HeipoakcoHampHOH muctpodmu mioma (MFN2), HeownaramsHOM
sHue(anonmatuu ¢ cygoporamu, NEWS (ATF2), JIoOpokaueCTBCHHOH CEMCHHON FOBCHWIBHOH JITHJICTICHH,
Pemurtupyromeii (oxanpaoit smunencuu  (LGI2), IOBeHmIsHOTO mapanwya TOPTAaHH M NOJHHCHPONATHH,
[NomreeBpomaTHH C TIAa3HBIMH AHOMANHMAMH M Bakyosmzammeil HefiponoB, POANV (RAB3GAP1, Porseiinep
Bapmuanr), Ilporpeccupyromeii HeifpoHanbHOW abmoTpo(mu, MHOKCCTBCHHOW CHCTCMHONW ACTCHEPAIMH COOAK,
CMSD (SERACI 39x30H 4), Mo3xeukopoii atakcuu, [Iporpeccupyromieii panHei Mo3xkeukoBoi arakcun (SEL1L),
HacnencteeHHO# ceHCOpHO-BereTaTuBHOH Hedpomarnu, CuHApoma axpambHOro yBeubsi, AMS (GDNF-AS),
CuHapoMa TPACYIICTOCA IICHKA, | CHEPATW30BAHHOTO CHHAPOMA TPEMOPA, CBA3AHHOTO ¢ X-xpomocomoii (PLP),
lunomuenmuuuzanuu u Tpemopa (FNIP2), CrmHOMO3KeukoBO# arakcuu, Atakcuu ¢ mo3aHuM HadanoM, LoSCA
(CAPN1), Tomunesponaruu, NDRGI1 I'peiixaynn Bapuant (NDRG1 3Ox30on 15), Ilomunespomarun, NDRGI1
Anacka-mamamyT Bapumant (NDRG1 3Ox30H 4), Momkeukosoi#t runomiasun (VLDLR), I'yGuaroii aereHepammu ¢
MoxeukoBoii arakcueit 1, SDCAIL, SeSAME/EAST cungpoma (KCNJ10), ComHOMO3KEUKOBOH aTakCHH C
muokumueii w/mmu cygoporamu (KCNJ10), Onueanomatuu ATICKHHCKOTO Xacku, bomesnu Jlm momoctporo
teueHusa (SLC19A3), HereneparusHoit muenonaruu, DM (SOD1A), Bonesnu Anexcannepa (GFAP), napymenuit
cepoua, JunsrammonHoii kapauomuonatuu, DCM1 (PDK4), Cunapoma yamuaenus ot uaTepBama QT (KCNQI),
Hunsranuonuoii  xapauomuomatuu, DCM?2 (TTN), HapymeHwuii ckenera, HacleaCTBEHHOTO BHTaMUH-D-
pesuctenTHoTO paxuta (VDR), HezapepuieHHOTO OCTeoreHe3a, XpycranpHoi 6ome3Hu (COL1A1), HezasepieHHOTO
ocreoreHesa, XpycranpHoi 6oae3nn (SERPINH1), Xouapoauctpoduu u 3a001¢BaHHS MEKIIO3BOHKOBBIX JTUCKOB,
CDDY/IVDD, Tuma I IVDD (FGF4 perporen - CFA12), He3aBepueHHOTO OCTEOTeHE3a, XPYCTadbHOH OOJNC3HH
(COL1A2), KpanuomanguOynspHoii ocreomatun, CMO (SLC37A2), Jducmnazuu ckenera 2, SD2 (COL11A2),
Pacmemuab! ryOs! w/umi paciueuHbl Heba (AD AMTS20), Okyno-aucmia3uu ckeaera 1, KapamkoBocTH-IUCTIIA3HH
cetuatkn, OSD1 (COL9A3, Jlabpanop-perpusep), OcreoxoHapoauciiazmy, KapaukoBoctu ckenera (SLCI13A1),
MCTA0OTHMUCCKUX HApymcHUi, 3nokauyecTeeHHo rumeprepmun (RYR1), I'umokaranasum, Axaranazemuu (CAT),
Hepuuura mmpysataeruaporenaza (PDP1), Hapymenwii mouek W MOYEBOTO My3bIps, [ HICPYPHKO3YPHH H
rUnepypukeMun wim MouckameHHo#t 6omesnu, HUU (SLC2AY9), TNomukucto3noit 6ome3nn mouck, PKD (PKD1),
He@ponaruu ¢ motepeit 6emka, PLN (NPHS1), Hucturyprn Tuma 11-A (SLC3A1), TlepBuuHO# THIICPOKCATYPHH
(AGXT), Uuctunypuun Tuma I[-A (SLC3Al), AyTOCOMHO-PCICCCHBHONW HACJICACTBCHHOH HC(pomAaTHH,
Hacneacteennoit wHedppomatun, ARHN (COL4A4 3Ox3oH 3), CeazanHoii ¢ X-XpOMOCOMOW HACIICICTBCHHOM
Hepomarueit, XLHN (COL4AS Ox30H 35, Camoen Bapuant 2), Lucturypun Tumna I1-B (SLC7A9), MouckaMCHHOM
Ooxe3Hu, ces3aHHON C 2,8-murnapokcuaneHuaoM, 2,.8-DHA Vpomurnasza (APRT), HefipoMbnmeyHsIX HAPYIICHHH,
Curapoma sma3oauucckoro maaeHua (BCAN), BpoxxaerHoro MuacteHIUeckoro cuaapoma (COLQ), BposkacHHOTO
muacteHnueckoro cuaapoma (CHAT), Hapymenun#i WMMYHHOH CHCTEMBI, TSDKEIOr0 KOMOHHHPOBAHHOTO
mumyHOAepummTa (RAG1), CeazanHoTo ¢ X-XpOMOCOMOH TsDKEIOT0 KoMOWHUpoBaHHOTO mMMyHOae(umTa (IL2RG
Bapwuanr 1), Tspxkenoro xombuanpoBanaoro umMyHoaeummTa (PRKDC), CesazanHOTo ¢ X-XpOMOCOMOMH TSLKEIOTO
xoMOmHHpoBanHOTO WMMyHOAeumTa (IL2RG Bapumant 2), [deummra xommaemernta 3, Jeumura C3 (C3),
Keny nouno-kumeunsix Hapymenuit, Cuaapoma Umepcny -1 pecoeka, CenekruBHOM MampadbcopOunn kodaraMuHa
(CUBN 3x30H 53), Cuaapoma Mmepcayua-I pecoeka, CenckrupHOi Mampadbcopoumu kodamamuaa (CUBN Ok30H 8),
Knuamyeckux Hapymrenmit, MDR1 UybscTBHTENBPHOCTH K JeKapcTBeHHOMY cpeactsy (MDRI1), AxruBHOCTH
ananmHamMuHOTpaHc(pepassl (GPT), T'opMoHamsHBIX HapyHIeHHH W BposkAcHHOTO THHOTHpEo3a (TPO, Tenrepduna-
Teppep Bapmant). CoriacHO HEKOTOPBIM BAapPHAHTAM OCYLICCTBICHHS PHCK BBIPKACTCS KAaK BEPOSATHOCTH MM

OTHOCHTCJIBHBIA PHCK HANHMYHA Y WHAMBHIYYMA TCHCTHUYCCKOTO COCTOSHHA WIH COCTOSHHA 310poBbiA. CoriacHo
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HEKOTOPBIM BAPHAHTAM OCYIICCTBICHHI OTHOCHTEIBHBIH PHCK MPEICTABIET COOOH YHCIOBOE 3HAYCHHE (HAIPHMED,
OTHONICHHE OTHOCHTEJILHOH YaCTOTHI) HIIH KaTETOPHAIBHOE 3HAUCHHUE (HAIPHUMED, «B IPYIINIC PHCKA», KHE B IPYIIIC
PHCKa» M KOTCYTCTBYET PUCK»). COTIaCHO HEKOTOPHIM BAPHAHTAM OCYLICCTBIICHHS CTaTyC HOCHTEIS BBHIPAKACTCS
KaK IOJOKUTEIBHOE MM OTPHIATEIBHOC YKA3aHUE HA TO, YTO HHAMBUIYYM SBIIICTCS HOCHTEIEM I€HETHYECKOTO
COCTOSHHS HJIH COCTOSIHUSA 310POBbS.

[0018] CormacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO MPCAYCMATPHBACT
I/IZ[CHI‘I/I(I)I/IKaI.[I/IIO Bl KAKA0ro w3 OAHOIO MM HCCKOJBKHX HWHAWBHAYYMOB MNONYJIAIHH TCCTUPYCMBIX
HHIUBHIYYMOB OJHOW HJIH HECKOJBKHX MOpox colak y wuHAuBHAyyMa. COIVIaCHO HEKOTOPHIM BapHAHTaM
OCYINECTBJICHHUA CIOCOO JOTMOJHHTCIPHO IPEAYCMATPUBACT HACHTH(QHKALMIO I KOKIOTO U3 OJHOTO HIIH
HECKOJBKUX HHAWBHAYYMOB MOMYJIALMH TCCTHPYEMBIX HHAUBHAYYMOB OJHOH HJIM HECKOJBKHX JOJCH OJHOH HIH
HECKOJIBKUX NMOPoA cobak HHAUBUAYYMa. COTIaCHO HEKOTOPHIM BAPHAHTAM OCYLICCTBICHHUA CIIOCO0 JOTIOTHUTEIBHO
MpEeIyCMaTPUBAcT CO3AAHHE TCHEAJTOTHYECKOTO [pEeBa MHOXKECTBA HHIUBHAYYMOB IOMYJLILUH TECTHPYEMBIX
HHIUBUAYYMOB. COTrJacHO HEKOTOPBIM BAPHAHTAM OCYLICCTBICHHA CHOCOO IOMOJHUTEIBHO IPEAYCMATPHBACT
HACHTH(QHKALMIO JUI1 KAKIOTO M3 OJHOTO WJIM HECKOJbKHX HHIHBHAYYMOB IIONYJLIHH TECTHPYEMBIX
HHIMBUIYYMOB IIPHCYTCTBHA, OTCYTCTBHA WM pPHCKa (DCHOTHIIA WM TpH3HAKa y HHAuBHAyyMa. CoriacHo
HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHA (DEHOTHI MIH MPH3HAK BHIOWPAIOT M3 TPYIIIBL COCTOAIICH H3. OCHOBHOTO
[BETa NIEPCTH (HAIIPHMEP, TEMHOH HIH CBETIOH INEPCTH, IIBETa MUTMEHTA H Pa30aBICHHS 1[BETA), MOAU(DHKATOPOB
OKpAaCKH IICPCTH (HAIPHMEP, CKPBITOTO PHCYHKA, PHCYHKA TEJIA H PUCYHKA MOP/BI), MPH3HAKOB INCPCTH (HAIIPHMED,
OKpacKa, JUIMHA IIEPCTH, JHHBKA, TEKCTypa MIEPCTH, OTCYTCTBHE mmepcTd (Tum MeKkCHKaHCKOH ronoif cobaku
«KCOJI0»), OTCYTCTBHE IIepcTH (THI Tepbepa), U aTsOHHU3M), MPH3HAKOB Teja (HampHMEp, JUIMHA MOPIBI, JJIHHA
XBOCTA, KOTTH HA 33HUX JIATIAX, MyCKyJaTypa H 00BbEM CIIMHBI, [[BET IJ1a3), pa3Mepa Tena (HampuMmep, MCHbIIHH,
CPCIOHMIA W KPYIHBIH), MOBCACHHS (HANPHMEP, adaNnTAlMsi K BBICOTE), TCHCTHUYCCKOTO PasHOOOpasus (HampuMep,
CTENICHb HHOPHIMHTA U Pa3HOOOpa3re HMMYHHOTO OTBETA).

[0019] CormacHO HECKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO NPCIYCMATPHUBACT
CO3JaHHC OTYCTA, KOTOPBIH BKIIFOYACT OJHO MM HECKOJBKO H3. CTCICHH POACTBCHHOTO OTHOIICHHS, CEMCHHOM
B3aUMOCBA3H, CTATyCa NMPUCYTCTBHA, OTCYTCTBHA, PUCKA HJIH HOCHTCIIA TCHCTHUCCKOTO COCTOAHHA WM COCTOSHUSA
300POBbSL, OTHOH HITH HECKOIBKHX MOPO COOAK, OTHOH HIIH HECKOIBKHX JOJICH OHOM HIIH HECKOIBKHX MOPOJ CO0AK,
TEHCAJIOTHICCKOTO APEBA, CTaTyCa MPUCY TCTBHA, OTCYTCTBHSL, PHCKA HITH HOCHTEIS ()eHOTHIIA MITH MPU3HAKA | 000
nx koMmOmHaruu. COriacHO HEKOTOPBIM BAPHAHTAM OCYINECTBICHHUS CIOCOO IOMOHHTEIBHO IPEAYyCMaTPUBACT
mepeavy OT4eTa BETCPHHAPY.

[0020] CornacHo ApyroMy acTieKTy HACTOSIIEE H300PETCHAUE OTHOCUTCS K BBIMUCIHTCIBHOM CHCTEME IS
OLCHKH CTCTICHHA POACTBCHHOTO OTHOIICHUA MCKAY ABY M HHIAWBUAYYMAMH I[HHJIOHI[HOﬁ TIOIy JIALTUHA, COZ[Cp)K&H.[CfII
633y JAHHBIX, KOTOpAasd BBIIOJTHCHA C BO3MOJKHOCTBHO XPAHCHHUSA TAIJIOTHNHYUCCKHX OJAHHBIX IJIA TOITY JIAIHA
TCCTHPYCMBIX HHAWBHAYYMOB, MPUYCM TAIUIOTHITHYICCKUEC JAHHBIC COACPIKAT MHOKCCTBO TCHCTHICCKUX MAPKEPOB,
06]1[1/IX A NOIMyJSIOUHA TCCTHPYEMBIX HHAWBHAYYMOB, W OAWH HIIA HCCKOJBKO HIPOHECCOPOB KOMIBIOTCPA,
(DYHKIIMOHAJIBHO CBS3AHHBIX C 0A301 TAHHBIX, TJIC OMH HIH HECKOJBKO IPOIECCOPOB KOMIBIOTEPA IO OTACTBHOCTH
HJIM BMECTE 3aIlPOrpaMMHUPOBAHBI HA: (2) pa3AciICHAE ralJIOTHIMUCCKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHOYKECTBA
TCHETHYECKHX MapKepos, (b) A kakmoi monyIsun TECTHPYEMbIX HHINBHAYYMOB: (1) CONOCTABICHHE HA OCHOBC
MHOKCCTBA TCHCTHUCCKHX MAPKEPOB CCTMCHTOB TAIUIOTHIHYCCKHX OJAHHBIX, KOTOPBIC HWACHTHYHBI 110
MPOMCXOKACHHIO, MC)KIY ICPBBIM HHIHMBHIYYMOM H BTOPBIM HHIHBHIYYMOM CPCOH IOIYJIIIHH TCCTHPYCMBIX
WHIWBHAYYMOB, IPHICM KAKIBIH W3 COBMABIIUX CCTMCHTOB HMMCCT MICPBBINA pa3Mep, KOTOPBIH MPEACTABIACT Co00i

MO0 MCHBLICH Mepe NpPeABAPUTEIbHO ONPEAC/ICHHBI MOPOTOBBI pa3Mep, W COACPKHT IO MCHBIICH Mepe
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TIPEIBAPUTEIBHO ONPEACICHHOE YNCII0 TCHETHUCCKUX MAPKEPOB, (ii) U KAKIOTO H3 COBIABIINX CETMEHTOB MEKIY
TICPBBIM HHAWBUAYYMOM H BTOPBIM HHAUBHAYYMOM: Pa3aCICHUEC COBNABIICTO CETMCHTA HA MHOKCCTBO JUCKPECTHBIX
TCHOMHBIX HHTCPBAJIOB, OLICHKY KAKAOTO MHOKECCTBA AHUCKPCTHBIX 'CHOMHBIX WHTCPBAJIOB HA OCHOBC (1) CTCIICHHU
COBIMAACHUA MO TOMO3HIOTHOCTH AHCKPCTHOIO ICHOMHOIO HHTCPBAId Yy NEPBOr0 HHAWBHAYYMA HIIH BTOPOTO
HHAUBHAYyMa Wi (ii) CTCNCHH IOTAPHOTO COBIAJCHUA JUCKPETHOTO ICHOMHOTO HHTEPBANA MEXIY IECPBBIM
HHIUBHIYYMOM H BTOPHIM HHAWBHAYYMOM, C NMOJYyYCHHEM TaKHM 0Opa30M MHOJKECTBA OLCHOK, H KOPPEKTHPOBKY
MHO’KECTBA OIICHOK HAa OCHOBE COIVIACOBAHHOCTH MHOKECTBA OIICHOK, ITOJIydas TakuM 00pa3oM MHOKECTBO
CKOPPCKTHPOBAHHBIX OLICHOK, U MPUCBOCHUC MHOKCCTBA BECCOB MHOXKCCTBY AUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA
OCHOBC MHOKCCTBA CKOPPCKTUPOBAHHBIX ONCHOK JHCKPCTHBIX TCHOMHBIX HHTCPBAJIOB, W (iil) BBIYHCICHHC
B3BCIICHHOM CYMMBI A MHOKECTBA AUCKPCTHBIX T'CHOMHBIX HHTCPBAJIOB COBIABIICTO CCTMCHTA HA OCHOBC
MHOKECCTBA CKOPPCKTHPOBAHHBIX OLICHOK W MHOXKCCTBA BCCOB, H (C) OLCHKY CTCIICHU POACTBCHHOIO OTHOLICHUA
MCKAY NECPBBIM HHAWBUAYYMOM H BTOPBIM HHAWBHAYYMOM Ha OCHOBC B3BCIICHHBIX CYMM COBIIABINHX CCTMCHTOB.
[0021] CormacHO HEKOTOPHIM BAPHAHTAM OCYLICCTBICHUA MUIUIOMIHAS MOMY/IAIMA NPEACTABIACT OO0t
MOMYJLALUI0 MJICKONHUTArOIUX. COTACHO HEKOTOPHIM BAPHAHTAM OCYIUCCTBICHHUS ITOIYJIALHS MICKOMUTAIOMINX
NpeCTaBIsCT COO0H MOy IAIMIO CEMEHCTBA NICOBBIX, MOy JLIIHIO KOIAYbHX, HOITYIALHIO CIOPTHBHBIX )KUBOTHBIX
WIH TONyJALMIO I'PhI3YHOB. COITIACHO HEKOTOPHIM BapHAHTAM OCYINECCTBICHUS IONMYJIALES MJICKOIHTAONIHNX
npeacTaBsieT coO0H MOy JIIHIO ceMeHcTBa COBBIX. COrTacHO HEKOTOPBIM BAPHAHTAM OCY IECTBIIC HHLS TOTTY JIALHA
ceMeiicTBa ICOBBIX IPEACTaBIICT COO0H momyssimuio cobak. COrnacHO HEKOTOPHIM BAPHAHTAM OCYILECTBICHHSA
MO JISIIHA MJICKONMHTAIOMUX HpeJcTaBsieT co0oi momypimuo komaubuX. COIrJNAacHO HEKOTOPHIM BapHAHTAM
OCYILIECTBJICHHUS MOy JIIHA KOMAYbHX MPEACTABIACT cO00H momy piuio komek. COriacHO HEKOTOPhIM BapHAHTaM
OCYLIECTBJICHHUS MOILY LKA MICKOIHTAOMIUX MIPEACTABIACT COOOH MOy JILUIO CIIOPTHBHBIX KUBOTHBIX. COracHo
HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHUS MOMYJIALMS CIHOPTHBHBIX XKHBOTHBIX HPEACTABIACT COOOH MOMYJISALHIO
nomazeii. CoriacHO HEKOTOPBIM BAapPHAHTAM OCYLICCTBIICHHS MOMYJLINHSA COOAK COACPYKUT OJHY HIH HECKOJBKO
mopoxa cobak, BRIOPAHHBIX W3 IPYIIIbI, cocTosmmeil u3: AQ¢ennuruep, Adranckas 6opsas, Appuxanuc, Auam,
Opaenbrepbep, AkOamm, Axuta-uHy, bym Kytra, Mcmanckuii anaHo, Ananaxckuii Oyibaor, ATSACKAHC KA KTH-Kai,
AICKMHCKHI MagaMyT, AJaH, AJONCKHC, ATBIMUIACKAT TAKCOOOpasHAd TOHYASA, AMCPHKAHCKAsA OBHYAPKA,
AmepukaHCKasd akuTa, AMEPHUKAHCKHH OyJIbI0T, AMEPHKAHCKHI KOKEP-CIAHHCIbh, AMCPHKAHCKAS ICKHMOCCKAS
cobaka, AmepukaHckuil (poxcxayHA, AMEPHKAHCKHI TOJIBIH TEphep, AMEPHKAHCKUH MacTh(, AMEpHKAHCKHI
muTOyIbpTephep, AMepukaHckuii ctaddopammpekuii Teprep, AMEPHKAHCKHH BOISHOW CIAHHETb, AHATOIHHCKAS
OBUYAPKA, AHTI0-(PpaHIy3CKas Manas TOHYAd, ANNCHICIUICD 3CHHCHXYHI, APICHTHHCKHN 10T, APhe:KCKUH Opakk,
Apbekckas ToH4as, ApmaHTt, ApTyasckas ronuas, Ascrpanmiickuii Oyapa0r, ABCTpanmiickas macTymbs coOaka,
Apcrpanuiickuii Kenmu, ABCTpaTMHCKas OBYApKA, ABCTpAaNTWHCKHH INEIKOBHCTBIH TEphep, ABCTpaTHHCKas
KOPOTKOXBOCTAs MACTYIIbA CO0aKa, ABCTpaTHHCKHI Tephep, ABCTPHICKAsI TOHYAs, ABCTpHICKHN MIHUCP, A3aBaK,
Baxapeanbckag cobaka, bapder, Adpukanckas Henaromas codaka, backckad oBuapka, ApTEe3HAHO-HOPMAHACKHI
Haccer, ['oyOoii rackoHCkmit 6accet, Perkuii OpeToHCKHit 6accer, bonpmioii Banaeiickuii 6accet-rpuddhoH, Mabrit
BaHAcickuli Oaccer-rpupdon, bapapckas ropHas rowuas, burme, burns-xapsep, Bopomarteii xommm, Bocepow,
Benmiarron-tepnep, benbrutickas opuapka, bensruiickas osuapka (I proHeHaanb), benpruiickas osuapka (Jlakenya),
Benpruiickaa osuapka (Manunya), benpruiickas opuapka (TepsropeH), bepramckas osuapka, benas mBeinapckas
osuapka, [Tukapauiickas osuapka, bepackag roruas, beprckuii 3eaaeHXYHA, bummon (puse, buin, bucoeH, Uepno-
TIoATANbIH KyHXayH/, EpHas HOpBe)kcKas JocwHas naiika, bymienbeiicep, Hopseskcknii yepHbIif ankxyHz, Pyccknit
YepHBIH Tepbep, JKenras ¢ yepHO# Mackod FOKHAsA roH4as, bonpmas roxy0as rackoHCKas ronyas, Mamas romy6as

rackoHckas roruaq, bmagxayun, baro-neiicn, brro-mon-teprep, Kpamiuaro-rony0oit kyaxayua, bypOyms, Uemckas
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macTymbsa codaka, bomorses, bopaep-komm, bopaep-tepreep, Pycckas ncosas 0op3as, BocHmiiCKas »KeCTKOMEPCTHAS
ronyast, bocton-Teprep, ApacHHckuii OyBsbe, @nanapckuii 6ysbe, bokcep, bolikuH-criannens, MTanpaHCKHiT Opakk,
OgsepHckas sierasas, bypoorckuii Opakk, bpak Jromon, @panmysckuii 6pakk, CeH-KepMeHCKHI Opak, bpa3mmbsckuit
Tepbep, bpuap, Cpenumii Banaeiickuii rpuddon, bperorckuii 3manso1s, bpoxomsmep, FOpcekas ronuast, BykoBuaCKas
oBuapka, byms-3Ha-Teprepsl, By mbrepsep, Bynprepsep (Munnatopssrii), byasmactud, Bymm Kyrra, KepH-Tepsep,
Xanaanckas codaka, Kananckas sckamocckas codaka, Kanaackuit moitarep, Kane-xopco, Ilopryrampsckas oBuapka,
Kao nme xacrpo-mabopeiipo, A3opckad mactymbsa codaka, Kapommrckas cobaka, PyMpIHCKad kapmaTckas OBUApKa,
Jleomapmosas cobaka Karaxymsl, Karamonckas opuapka, KaBka3ckas osuapka, Kasajep KWHTr-4apib3-CIAHUCITH,
Cpemneaznarckas osuapka, Uemckuii poycek, Uemckuii Tepsep, [lomsckas dop3at, Uecamuk-6¢eii-perpusep, Cepo-
rory6asg roryas, @paHiry 3ckas yepHO-mieras rornyast, Opaniy3ckas 6eno-uepHas cobaka, @paHIy3cKad TPEXIBETHASL
ronvast, Ymuxyaxya, Ummmiickuit (okctepbep, Kuraiickmit uymius, Kwuralickas xoxmaras coOaka, Kuraiickas
mMriepaTopckas cobaxa, UuHyk, Uunmunapaii, Yay-uay, Ypyreaiickuii cumappoH, UepHas oBuapka, UHpHEKO JAciTb
OrHa, Knambep-cnanues, JmaromepetHeil ko, Komm xoporkomeperHsii, Kombait, Kopaosckas 6otiosas
cobaxka, Koron-me-tyneap, Kpurckas rormuas, Xopsarckas opuapka, Kambepnenackas osuapka, KypuasomepcTHbrit
perpusep, Yexocnopamkas Bomubis coOaka, Taxca, Jammarus, JleHIu-THHMOHT-TEphep, JlaTCko-ImBeackas
(pepmepckas codaka, unro, Jodepman, boprockuit nor, KyouHckuit nor, I'Baremansckuii Oyasrepbep, Kapukobrid
mor, Jpenrckad kypomarouHast cobaxa, [pesep, Jyukep, ['ommannckas osuapka, ['ommanickuii CMOYCXOHZ,
BocrouHoesponeiickas oBuapka, BocrouHocuOupckas naika, 370, AHITTHHCKHN KOKEp-CHAHHETb, AHITHICKAs
€HOTOBAst roHYas, AHrmmiickuii (poxcxayuna, AHrmwmiickuii mactu(, [ToiHTEep, AHIITHICKUI ceTTep, AHTIHHACKAsL
OBYapKa, AHINIMHCKHH CIPUHIEP-CIIAHHMETb, AHITHICKHA TOH-Tepbep, AHITIMHCKHH BOAAHOH CIAHHED,
Anrmuiickuii Oenblii Teprep, DHIICOYXep 3€HHEHXYHA, 1'0y0OH NMHKApIUHCKUH CIAHHEIb, JCTOHCKAA TOHYAS,
Omrpensckas oBuapka, Espazuep, @una-cnanuenab, bpaswisckuii puma, umo, Punckas rowmyas, DuHCKHI
nannxyHza, OuHckuit mmmn, [IpsmomepctHelii perpusep, TaiiBansckas Cobaka, I'magkomepcTHsli (hoKCcTEphEp,
XKecrromepcerHbiii  (poxcrepeep, bperoHckuit  smaHpONb, ©paHnysckuii Oyapaor, DpaHIy3CKUil CHAHHEIT,
Ucnanckuii ramero, Jlanrxaap, Hememxuii mumuep, Hemeunxas opuapka, Kypuxaap, Hemeukmii BaxXTeabXyHZA,
Hemernxmit i, Jpatxaap, Pusermmayuep, I'mien o Mimaan tepeep, 3omoTucTerii petpusep, LloTmanackuii ceTep,
Boapmas aHrIo-(ppaHIy3CcKad YCPHO-TICrad ToH4YasA, boipmas aHrio-(ppaHIy3ckas KpacHO-Teras roH4as, boasmas
aHrno-(paHIy3cKas TpexXuseTHasA rouyas, bomsmoi Baraetickuil rpuddon, [Tyspropukanckuit mactu@, Hemenxmit
qor, TlupcHeiickas ropHas cobaka, Bonpmoii mBeWmapckuil 3¢HHCHXYHZI, [ peHmaHackas cobaka, ['peiixaywz,
Tomy6oii rackoHckui rpuddon, bemsrutickuii rpuddon, Bperorckuii perkesarsiii rpuddhox, HusepHCkuii rpudoH,
I'yab-gonr, ['yae-Tepp, Maamiickas cobaka-3asn, [onuas [amuneToHa, [aHHOBEpCKad ronyas, Xapsep, [ aBaHCKuHit
ommoH, ["aBaiickag cobaka mom, ['mmanaiickas osuapka, Xokkaiino, Xopras bopzas, Xosasapt, TpaHCHIBBAHCKAS
roHuas, HoBosemaHackas omuapka, XrOTCHXYHZI, [lomcHko mOmmenko, Mcmanackas cobaka, MHgwiickwil mmum,
Wpnannckuii OymsTepeep, HpmaHackuii kpacHO-Ocnibni cerrep, MpnaHackwii kpacHBIi certep, Hpmanackuit
crapdopmmupckuii 6ynprepbep, Upmanackuii Tepeep, MpraaHAckwii BOASHOW CNAaHWCITh, UPIaHACKAN BOJIKOIAB,
Hcrpuiickad KOpoTKoIIepcTHAasd roH4as, McTpmiickas skecTKOmepcTHas roHuasd, MramegHckas neBpeTka, JKek-
paccen-tepeep, Hemenxuii srarepsep, IBeackuii dmkxaysa, Anonckuil xuH, AnoHCkui mmun, AMOHCKHH TEphep,
Joxonanrn, Kaiikanm, Kam, Kanran, Kamnm, Kapakauanckag cobaka, Kapembsckas measexps codaka, Kpamickas
osuapka, Keecxona, Keppu-6urme, Keppu-6mo-tepeep, Kasamep kuHT-uapie3-cnanueib, KoporeBckas oBHapka,
Kunramann, Kumy, Komonnop, Konkepxorase, Kymm, Kopeiickuit unano, Kopetickuit mactud, Kpompopaeuaep,
Kymsmunckas owuapka, Kypm, Kysac, Kait meo, Jlabpamop xackuw, Jlabpamop-perpusep, Jlarorro-pomMansoio,

JeiixkneHn-Tepsep, Jlankammpckuii xunep, Jlanacup, Jlomapckas oncHeroHHag codaka, Jieoroeprep, JIxacckuii anco,
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JluroBckas rToH4Yas, JlMWHHOIEpCTHBIH yummeT, BpuwHmm3ckas Oofimosas cobaka, Mamas npBHHas cobaxa,
Benrepckuii arap, bompmas npesecHas roruad, Manpruiickas 6010HKa, MaruecTep-Tepeep, MapeMmo-aOpyIikas
osuapka, MakHa6, Kcomourixyuntian, MuHHATIOpHAs aBCTpaimiicKas oBuapka, MuHmHaTiopHbIH Doxcrephep,
Munnartopasnii [Turuep, Munnatropasiii [THaynep, Mununatiopasii Cubupckuii Xacku, PyMbIHCKasT MHOPHTCKASA
oBuapka, Momocckas cobaka, UepHOTOpcKas ropHas roH4as, MOCKOBCKas CTOpokeBasd, MOCKOBCKHI BOJOJA3,
Tlopnas ronruas, Kentykckad ropHas rowyas, Myxkyunec, Myan, Kapasannas 6op3zas, Bomsmoii MrOHCTEpICHIC,
Maustii MroHcTEpIeHE, KypuaBomepcTHslii petpusep ¢ peku Myppeii, Heanonmuranckuii mactud, Hetodaynmarenn,
Hororsuneiickas noromas codaka, Hopdpomk-cmauuens, Hopponk-tepsep, HopborTeHcKas natika, CepepHas buris,
CesepHasa uHyHTCKas cobaxa, Hopeexckuii OyxyHn, Hopeexkckuit cepsiii ankxyHa, Hopeexckuil TyHAEXyHA,
Hopsuu-teprep, Hopomornanackuii perpusep, Crapomarckuii moitHtep, boOteiin, Crapoanrmumiickuii Oyipaor,
UepHo-moamasnii Tepbep, CtapoHemenkas osuapka, Crapoanrmuiickuii Oynpaor, Orrepxayua, Hasappckuii ma4oH,
Ileicmu-teprep, KoHTHHEHTANBHBIN TOH-cmaHuenb, llapcon-paccen-tepeep, Ilarepaein-tepbep, Ilekunec,
Kanapckuii mor, Ka-ne-60, Ilepyanckas opxuaes unkos, ®ancH, ®apaoHoBa cobaka, [Tuxkapauiickuii criaHHEIb,
ITnort-xayHza, Tlogenko Kanapmo, Iloitarep, Ilomsckuit orap, ITomeckas roxuas, Ilonbckas HU3HHHA OBYApKa,
INMomckas mogramsHckas osuyapka, ITomepanckuif mmumn, ITont-omemepckuii cmanuens, [lynens, dapdoposas
ronyas, [Topryraneckuii noaenro, [Topryransckuii IToitarep, [TopTyramsckas Boauas cobaka, [Tpakckuii kpeicapuk,
Iynens-mofintep, Momc, Ilymm, Ilymu, Ilynrcan, Ilupeneiickuii mactud, ITupenelickas osuapka, Padeiipy ay
Anenrexy, Pamkananaiisim, Pamnypckas 6opzas, O6naBHas Opa3wiibckas TOHYAA, AHAATY3CKHH paToOHEpo, Pat-
Tepbep, Kpacuenit xyuxayHn, Poaesuiickuit pumkOek, Porseiinep, Pycckuiit oxoTHuumii cnanuens, Pycckuii ToH,
Pyccko-eponeiickasn naiika, J[kek-paccen-tepbep, Bomuss cobaka Caproca, Mcnmanckas rowuas, [lepcmackas
osuapka, Upanckas Ma3zannaparun Osuapka, Caxammackuii xacku, Camoku, Camoen, Cancapu, IIlapmianuHan,
[MMamennya, MIumiepcresape, Cxummepke, Crapoxopsarckas Oop3as, PuscHmmayuep, Munuatiopusni [ITHay1ep,
Tnayuep cpemumii, [IIpelinapckas ronuas, Manas mseHuapckas roxyas, JmuHHOmMEPCTHRIN KoyuH, JupxayHz,
Mlornanackuii Tepeep, CrmxeMm-tepsep, UTampsHCKas KOpoTKomepcTHas rowdas, CuOupckas e3mosas cobaxa,
Cepockas romuas, CepOckas tpexusetHas ronyas, [apmeit, [enrn, Cuba-uny, [Iu-toy, Cuxoxy, IIumonckas
osuapka, bomonka, Cubupckuii xacku, [llenkoBucterii BuHAXayHA, CuHrameckas ronHuas, Ckaiirepeep, Cororn,
Crnosankwii uysay, CroBankuii rpyOomepcTHbIi craBay, Crosankwii komos, CMamaHacKas roH4as, Manas rpeucckas
cobaka, Upnasackuii MATKOIICPCTHRIN MIICHHYHBIH Tepbep, FOkHOpycckas oBuapka, FOxxHas ronuas, Mcmanckuit
mactu(, Ucnanckaa BoagHas cobaka, CrnunoHe, Jlykac-tepbep, CenOepHap, Manbnii HerodpayHamcHa, CtaOuxyH,
Crappopmuup Oymereprep, [oruas Creana, Asctpuiickuii 6pymacTerii Opakk, Cyccekc-cmanuens, [IIBeackmii
nmanxyHsa, [Iseackuii BampxyHz, [Iseackuit burae, Meapexkss kaHaackas coOaka TanrtaH, TairaH, TamackaHCcKas
cobaxka, Teqmu Py3eenst Teprep, Temomuan, Tenrepduna-repoep, Tatickuii 6anrky, Talickuil pumkOek, THOCTCK A
mactud, Tuberckuii cnanmens, Tuberckuii Tepeep, TopHbsik, Toca-uHy, Toii-Oympmor, Toii-®oxcreprep, Toii-
Mamnuectep-tepeep, Tpuunr Krop, TpuuH-yokep KyHXayHJ, THPOJIBCKAsA TOHYAs, YTOHAraH, BeHrepckas BBLKIA,
BonenmHO nraneaHo, Betimapanep, Bensimn-xopru kapauras, Bensm kopru nemOpok, Yambsckas ouapka, Benpm-
CHpHHTCp-CIaHueHb, Bemsmrepbep, Bect-xalineHa-yait-tepbep, 3amamHocwOWpcKkas maika, Bectdansckas
TakcooOpazHasa ToH4uasd, BerrepxyH, Yummer, Bemprii amrmmiickmii Oympaor, bemas msefimapckas oBdapka,
Benrepckas JkecTkomepcTHas Bbokia, [puddon Kopramsca n HMopkmmpckuit Tepbep. COMNACHO HEKOTOPBIM
BapHaHTaM OCYIICCTBJICHUA MOIMY AW A BKITHOUACT OAHY HITH HECCKOJIbKO YHCTOKPOBHBIX cobak (HaanMep, HMCHIIHUX
OJHUH THII HOpOI[I;I) WA OOHY HITH HCCKOJIBKO co0aKk cMEIIaHHOH OpPOAbI (HaanMep, HMCHIIHUX HCCKOJBKO THIIOB

nopox). COrTacHO HEKOTOPBIM BAPHAHTAM OCYINCCTBICHHA IONYJIALUA NPESACTABIACT COOOH MOMyIALHIO COOaK
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cmemaHHo# mopoasl, mmeromux JJHK w3 modoro umncna (Hampumep, 1, 2, 3,4, 5, 6, 7, 8, 9, 10 wm 6once 10) wm
KOMOWHAIIMH YHCTOKPOBHBIX COOAK.

[0022] CormacHO HEKOTOPHIM BAPHAHTAM OCYIICCTBIICHHUS TAILIOTHNHYCCKUC NAHHBIC MOJYYAOT MyTEM
00pabOTKH TECHOTHUNHYECKUX JAHHBIX MOMNYJLINHH TCCTHPYEMBIX HHIWBHAYYMOB C TPHMCHCHHEM alTrOpHTMa
(paszupoBaHus rammoTunos. COracHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHA aITOPHTM (pa3HPOBAHKS TAILIOTHIIOB
COACPKUT anroput™M (ha3sHpPOBAHMA TAIIOTHIOB HA OCHOBE OJTajoHa. COrjacHO HEKOTOPHIM BapHAHTAM
OCYILCCTBJICHHS aJTOPHTM (pa3MpOBAHUS TAIJIOTHIIOB Ha OCHOBE 3TAJIOHA COJCPKUT IMOHCK HA OCHOBE CKPBHITOH
Mmoaem Mapkosa. CoriacHO HEKOTOPBIM BapHAHTAM OCYINECTBIICHUS aITOPUTM (pa3HupOoBAHUS TAIUIOTHIIOB HA OCHOBE
sramoHa coaepskut amroputMm Eaglel, amropurm Eagle2, amroputm PHASE, amropurm fastPHASE, aaropurm
BEAGLE, anropurm Findhap, amropurm Impute, anroputm FImpute, anroputm Alphalmpute, anropurm IMPUTE2,
anmroputm MaCH, anropurm SHAPEIT1, anroputm SHAPEIT2, anroputm SHAPEIT3, anropurm SHAPEIT4 nm
nx koMOuHaIuo0. COrfIacHO HEKOTOPBIM BAPHAHTAM OCYIIECTBIICHHUS ANTOPUTM (pa3HpPOBAHHUA TaAMJIOTUIIOB COACPIKUT
anroput™ (pa3sHPOBAHMA TAINIOTHIIOB HA OCHOBE KOTOPT.

[0023] CormacHO HEKOTOPHIM BApPHAHTAM OCYINCCTBJICHHSA I'CHOTHIIHYCCKHC JAHHBIC MOJYYAIOT MyTEM
OLCHKH OHOJOTHYCCKHX OOpa3LOB, B3ATHIX Y HOMYJLIHH TCCTUPYEMBIX HHAMBUAYYMOB. COINIACHO HEKOTOPBIM
BapHAHTAM OCYIICCTBICHHA OHOJIOTHUCCKUE 00PA31bl COACPIKAT 00pa3Lbl KPOBH, 00PA3IIbI CITFOHBI, 00pa3Lbl MA3KOB,
00pa31pl KICTOK MK 00pa3ibl TkaHeH. COTIacHO HEKOTOPHIM BapHAHTaM OCY IECTBICHHA OLICHKA IIPEAY CMATPUBACT
CEKBEHHPOBAHHE OHOJOTHYECKUX 00PA3I0B MM HX IPOU3BOTHBIX.

[0024] CornacHO HEKOTOPHIM BAPHAHTAM OCY ECTBICHUA MHOYKECTBO T€HETHUCCKHX MAPKEPOB COACPKHUT
mo MeHbIIeH Mepe okoso 500, mo MeHpmeH Mepe 0koa0 1000, mo mMeHpmeH Mepe okoao 2000, mo MeHbIIEH Mepe
okos0 3000, mo menbmel Mepe okono 4000, mo MeHpmeH Mepe okoao 5000, mo MeHbIIeH Mepe oxoa0 6000, mo
MeHblIeH Mepe okosio 7000, mo MeHbIeH Mepe okosio 8000, mo Menbei Mepe oko10 9000 wim Mo MEHbIICH Mepe
o0ko010 10000 pa3mMyHBIX TCHETUICCKUX MapPKEPOB.

[0025] CoraacHO HEKOTOPBHIM BapHAHTAM OCYINCCTBIICHHS COMOCTABJICHHE CEIMCHTOB TaIlJIOTHIHYCCKHX
JAHHBIX, KOTOPBIC HACHTHYHBI MO NPOHMCXOKACHHIO, mpeaycMmarpusact mpumeneHue airopurMa GERMLINE,
amropurma PLINK, amroputma PREST, anropurma cnyuatiinoit mpoekmmm 1 obHapykewus IBD (RaPID),
anmropurma Obictporo oOHapyxerus IBD o6mumx rammorunos (FISHR), ycoBepmieHCTBOBAaHHOTO airopHTMa
uacHTUYHOCTH o mpoucxokacHuro (IBD), amropuwrma fastIBD, amropurma KING, amroputma HaploScore,
agropurMa TRUFFLE wmn nx xomOuHarmn. COrjIacHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHA MPCIBAPUTCIHEHO
OTPEICIICHHBIN OPOTOBBIN pa3Mep COCTABIAET 0k0I0 100 THICSY map HYKJICOTUIOB (T.ILH.), 0k0J0 200 T.11.H., OKOJIO
300 t.1.H., okoj0 400 T.1m.H., okoJo 500 1.1.H., okoJo 600 T.1.H., okoJio 700 T.1.H., okoJio 800 T.1m.H., okoJio 900 T.1.H.
wmr oxoj0 1000 T.mH. COriacCHO HCKOTOPBIM BapHAHTAM OCYIICCTBIICHHSA MPCIABAPUTCIEHO OMPCACICHHOS YUCIIO
TECHETHUYECCKUX MAPKEPOB COCTABIACT OKoJo 30, okoio 40, oxosio 50, okoso 60, okoso 70, okoso 80, okoso 90 wim
0k0710 100 pa3nHYHBIX TEHETUYECKUX MAPKEPOB.

[0026] CormacHO HCKOTOPHIM BAapPHAHTAM OCYINCCTBICHHA OJWH WIH HCCKOJBKO MPOICCCOPOB
KOMITBEOTEPA IO OTACTBHOCTH HJIH BMECTE 3alIPOT PAMMHUPOBAHBI HA JATbHEHINEE Pa3IcICHAE COBIIABIINX CETMEHTOB,
TakuM 00pa30M, UTO JUCKPECTHBIC TCHOMHBIC HHTEPBATIHI MHOXKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HMCIOT
pasHsIi pazMep. CoraacHo HEKOTOPBIM BAPHAHTAM OCYINECTBICHHS OHH HIIH HECKOJIBKO MMPOIIECCOPOB KOMITBIOTEPA
MO OTACITHHOCTH HJIH BMECTC 3alPOTPAMMHPOBAHBI HA JAIBHCHINECE Pa3/ICiCHHE COBIABIIMX CETMCHTOB, TAKHM
00pazoM, YTO OUCKPETHbIC TCHOMHBIC HHTEPBAIBI MHOXKCCTBA JWCKPETHBIX TICHOMHBIX HHTCPBAIIOB HMCIOT
papuadenpHbIii pazmep. COINIACHO HEKOTOPHIM BapHAHTAM OCYINCCTBICHHS BapHAOCHBHBIN pa3Mep JAHHOTO

JAACKPCTHOTO TCHOMHOTO HHTCPBAJId MHOYKCCTBA AUCKPECTHBIX T'CHOMHBIX HHTCPBAJIOB ONPCAC/LAIOT, IO MCHBIICH
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MEpe YaCTUYHO, HA OCHOBE HAYAIBHOTIO MOJOKCHHA H KOHCYHOTO MOJIOKCHHA coBmaacHuil IBD, mpokcHMambHBIX
JAaHHOMY JUCKPECTHOMY ITCHOMHOMY HHTCPBAJY, IJIOTHOCTH TCHOMHBIX MAPKEPOB B JAHHOM JUCKPCTHOM T'CHOMHOM
HHTCPBAJIC, MAKCHMAJIBHOTO YHCJIA MAPKCPOB A JAHHOTO AHMCKPECTHOIO ICHOMHOTO HHTCPBAJIA, MaKCHMAJIbHOK
JJTUHBI JAHHOTO JUCKPETHOTO TCHOMHOTO HHTCPBAJIA WIIH UX KOM6I/l}[a].[I/II/I.

[0027] CormacHO HCKOTOPHIM BapHAHTAM OCYIICCTBICHHA OJHH WJIH HCCKOJBKO MPOICCCOPOB
KOMITBIOTEPA MO OTACIBHOCTH HJIH BMECTE 3alPOTPAMMHPOBAHBI HA JAIBHEHINYIO OLEHKY KAKIOTO MHOMKECTBA
JAUCKPCTHBIX TCHOMHBIX HWHTCPBAJIOB HA OCHOBC (1) CTCIICHU COBHAACHUA IO TOMO3HIOTHOCTH AJUCKPETHOTO
TCHOMHOTO MHTCPBAJIA Y MEPBOT0 HHAWBHIYYMA WIH BTOPOTO HHAWBHAYYMA H (ii) CTCTICHH MOTAPHOTO COBIAICHUS
JHUCKPCTHOI0 TCHOMHOIO HHTCPBAjJa MCHKAY NCPBBIM HHIHMBHIAYYMOM H BTOPBIM HHIHBHIYYMOM, C IOJIYUCHHCM
TaKuM 00pa30M MHOKECTBA OLICHOK COBIAJACHUS IO TOMOZHTOTHOCTH M MHO’KECTBA OLICHOK MOMAPHOTO COBIAICHHA.
CoryacHO HEKOTOPBIM BaPHAHTAM OCYIICCTBIICHHS OJXHH HIIM HECKOJIBKO IPOIIECCOPOB KOMITBIOTEPA O OTACIBHOCTH
WM BMECTE 3apOrPaMMHUPOBAHBI HA JAIbHEHIIYIO KOPPEKTHPOBKY MHO’KECTBA OIICHOK NOTIAPHOTO COBIAJCHUA HA
OCHOBC COIJIACOBAHHOCTH JAHHOH OICHKH MOIMAPHOTO COBNAACHHA C COOTBETCTBYIOLICH OLCHKOH COBMAACHUS IO
TOMO3UTOTHOCTH, C TIOJTyYCHHEM TaKHM 00Pa30M MHOXKECTBA CKOPPEKTHPOBAHHBIX OLCHOK MOMAPHOTO COBNMAACHHUA.

[0028] CormacHO HEKOTOPHIM BapHAHTAM OCYIICCTBICHHA OJMH WJIH HECKOJBKO IPOIECCCOPOB
KOMITBIOTEPA IO OTACIBHOCTH WJIM BMECTE 3alPOTPaMMHPOBAHBI HA JANbHCHINES NMPHCBOCHHE MHOMKCCTBA BECOB
MHO’KECTBY JUCKPCTHBIX TCHOMHBIX HHTEPBAJIOB, HA OCHOBE MHOKCCTBA COCTOSIHHHI HACHTHYHOCTH AJIA ABY X aJIIeIcH
Y ABYX AMIUIOWTHBIX HHAMBHIYYMOB. COIJIACHO HEKOTOPHIM BAPHAHTAM OCYIUCCTBICHHSA MHOKECTBO COCTOSHHIA
HICHTUYHOCTHU COACPYKUT COCTOSHUS HACHTUYHOCTH, BRIOpaHHbIC U3 Tabmimb! 1, 1 MHOYKECTBO BECOB IIPUCBAUBAIOT
HQ OCHOBE MHO’KECTBA BKJIAOB B POJACTBO 7y, Kak mepeyncyicHo B Tabmaue 1. CornacHo HEKOTOPHIM BapHAHTAM
OCYILECTBJICHHS CTCIICHb POACTBCHHOTO OTHOIICHHUS COACPKUT KO3(P(PUIMCHT POACTBCHHOTO OTHOIICHHS. COTIacHO
HEKOTOPHIM BAaPHAHTAM OCYIUCCTBJICHHS OJUH HJIH HECKOJIBKO MPOIECCCOPOB KOMITBIOTEpPA IO OTACIHLHOCTH HITH
BMCCTC 3anmporpaMMHPOBAHBI HA aanmeﬁmee BBIYHCJICHHE B3BCIICHHOHU CYMMBI O MHOKCCTBA JUCKPCTHBIX

TCHOMHBIX HHTCPBAJOB  COBIABIICTO CCTMCHTA, TAC  B3BCIICHHAA CyMMa  BBIPAXKCHA  IOCPCACTBOM:

A1 + A7 + (0,75 x A3) + (0,5 x A8)
Tyy = . . CormacHO HCKOTOPBIM BAPHAHTAM OCYIICCTBICHHA CTCICHb POJICTBCHHOTO

OTHOIICHHUA COACPXHUT Ko3(pummeHT poactea. COriacHO HECKOTOPBIM BAPHAHTAM OCYINCCTBICHHSA OJWH WIIH
HECKOJBKO MPOLIECCOPOB KOMIBIOTEPA MO OTACABHOCTH MM BMECTE 3alpOrPpaMMHPOBAaHBI Ha JaJbHEHINEE

BBIMHCJICHHC B3BCIICHHON CYMMBI OJII MHOKCCTBA JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB COBIABIICTO CCTMCHTA, TAC

A1+ (0,5 x (43 + A7)) + (0,25 x 48)

B3BCHICHHAS CyMMA BHIPAYKEHA IOCPEICTBOM: Ky, = -

[0029] CornacHO HEKOTOPBHIM BAPHAHTAM OCYIICCTBICHHUS OIICHKA CTCTIICHH POJCTBEHHOTO OTHOIICHHS
MEKAy NMEPBBIM HHAWBUAYYMOM H BTOPHIM HHAMBHIYYMOM IIPEAyCMATPHBACT ONPEACICHHC CTCTICHH MHOPHIWHTA
TICPBOTO HWHAMBHAYYMA HIH BTOPOro MHAMBHAyyMa. COTJIAaCHO HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHS OLICHKA
CTENICHH POJCTBCHHOTO OTHOIICHHS MEKIY ICPBBIM HHIWBHIAYYMOM H BTOPHIM HHIAWBHIYYMOM IIPEAYCMATPHBACT
OTIpeZCCHNE CTCIICHM WHOPHAWHTa TEPBOTO HHIMBHAYYMa M BTOpPOro WHAuBHAyyMa. COITIACHO HEKOTOPBIM
BapHAHTaM OCYIUCCTBJICHMS OJUH HJIH HECKOJBKO IPOLECCOPOB KOMIBIOTEPA IO OTACIBPHOCTH MIH BMECTE
3anmporpaMMUPOBAHBI HA JAJNBHEHIIEE ONMpPENCICHUE CEMECHHON B3aHMOCBA3H MEKAY ICPBBIM HHIAWBHIAYYMOM H
BTOPHIM HHIMBHAYYMOM HA OCHOBE, IO MCHBIICH MEpE YaCTHYHO, CTCIICHM WHOPHIAWHTA NEPBOTO HHAMBHAYYMA U
BTOpOro MHAUBHAyyMa. COIrIacHO HEKOTOPBIM BapHAHTAM OCYILECCTBICHHUA CEMEiHas B3aUMOCBA3b IPEACTABIACT
coboit B3aNMOCBSI3b POIMTENB-PEOCHOK, B3aHMOCBSI3b Opar-cectpa, B3aHMOCBSI3b TeTA/ a0~
IJICMAHHUK/TIICMAHHMIA, B3aUMOCBA3b HAa YPOBHE [BOIOPOJHBIH OpaT/IBOIOPOAHAS CECTPa, B3aUMOCBI3b

6aby1ka/aeaymka-BHYK/BHYYKa WM B3aHMOCBI3b Ipabadymika/mpanexyImka-mpasHyk/mpaBHyuka. CormacHo
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HCKOTOPBIM BaPHAHTAM OCYHICCTBICHHA CCMCHHAS B3aMMOCBA3b MPHUBCIACHA KAaK B3AHMOCB3b MCKAY MAPOH JTFOICH,
TaKuM 00pa30M, YTO CTENICHb POJCTBEHHOTO OTHOIICHHS MEXIY NEPBBIM HHAMBHIYYMOM H BTOPBIM HHAUBHIYYMOM
COTOCTABHMA CO CTCIICHBIO POJACTBCHHOTO OTHOIICHUSA, OXKHIACMON MKy mapoit mroacii. CoriacHO HEKOTOPBIM
BAPHAHTAM OCYIICCTBIICHHSA B3AHMOCBS3b MPEACTABILICT COO0 B3aHMOCB3b POIUTCIIL-PCOCHOK, B3AUMOCBA3h Opar-
CECTpa, B3AUMOCBA3b TCT/IAN-TUICMHHUK/ TNIEMIHHAIIA, B3aHMOCBS3b HA YPOBHE JBOKOPOJHBIN OpaT/IBOIOPOIHASL
CeCTpa,  B3aHMOCBA3b  0Oa0yIIKa/qeAyIIKAa-BHYK/BHYYKA WO  B3aHMOCBA3p  mpadadyImka/mpameayImKa-
MPaBHY K/TIPaBHY YKa.

[0030] CormacHO HECKOTOPHIM BapHAHTAM OCYIICCTBICHHA OJHWH WIH HCCKOJBKO MPOICCCOPOB
KOMIBIOTEPA MO OTACIBHOCTH HIH BMECTE 3aIPOTPaMMHPOBAHBI HA JaTbHEHINCE ONPEACICHUE 0’KUTACMON CTCTICHH
I/IH6pI/I£[I/IHI‘a NOTCHIHAJIBPHOTO MOTOMCTBA NCPBOr0 HHAWUBUHAYYMA U BTOPOTO MHAUBHAYYMaA. CoracHo HCKOTOPBIM
BApHAHTAM OCYIICCTBICHHA OJUH MM HECKOJBKO IPOLECCCOPOB KOMIBIOTEpA MO OTACIBHOCTH HIIH BMECTE
3apOrpaMMHPOBAHBl HAa JAIBHCHINCE ONPCACICHUC PCKOMCHIAIMH, YKA3BIBAIOIICH, CICAYST U CKPCIIUBATH
IEPBOro HMHAWBHAYYMa H BTOPOr0O HHAWBHAYYMA BMCCTC HA OCHOBC omaeMoﬁ CTCIICHHU I/IH6pI/IZ[I/IHI‘a
MOTCHIMAIHHOTO MOTOMCTBA ICPBOTO HHIWUBUAYYMA H BTOPOro mHAMBHAYyMa. COTJIACHO HEKOTOPBIM BapHAHTAM
OCYIICCTBJICHHUS OJJUH WM HECKOIBKO MPOLECCOPOB KOMITBIOTEPA IO OTACIBHOCTH HJIH BMECTE 3aIPOr PAMMHPOBAHBI
HA JanbHEHIEE ONMPEACICHUE PEKOMCHIAIMMH, YKA3BIBAIOMICH, YTO CICAYST CKPCIIUBATh IEPBOIO HHIUBHAYYMA H
BTOPOTO HHIUBHAYYMAa BMECTE, KOTAA OKUAACMAs CTCNCHb HHOPHIMHIA MOTCHIHAJLHOIO IOTOMCTBA INEPBOTO
HHIUBUIAYYMa W BTOPOTO HHAMBHAYYMA HE INPEBBINACT NPCABAPUTCIBHO OINPEIACICHHYIO IOPOTOBYIO CTCIICHb
uHOpuauHTa. COTJIACHO HEKOTOPHIM BAPHAHTAM OCYLICCTBIICHHS OIWH HITH HECKOJIBKO MPOLECCOPOB KOMITBIOTEPA TI0
OTJCIBHOCTH WJIM BMECTE 3aIPOTPAMMHUPOBAHBI HA JAJbHEHICE OMPENCICHUE PEKOMEHAAMH, YKA3BIBAIOIICH, YTO
HE CICAYCT CKPEIUBATh IEPBOTO HHIMBUAYYMA H BTOPOTO HHAMBHIyYMa BMECTE, KOTJA OXKHJAEMas CTCICHb
HHOPHIMHTA TMOTCHIHAIPHOTO IIOTOMCTBA IICPBOTO HMHOWBHIAYYMA W BTOPOTO HHIMBHAYYMA MPCBBIMACT
MPCABAPHUTCIFHO OMPCACICHHYID TOPOTOBYIO CTCICHb HHOpuAwHra. (COrIaCHO HCKOTOPBIM — BapHAHTAM
OCYILECCTBJICHUS MPEABAPUTEIHHO OMPEIACICHHAS MOPOTrOBas CTCIICHh HHOPHIWHTA COCTaBisieT okoJio 0,10, okoo
0,15, oxouno 0,20, oxoio 0,25, oxono 0,30, okoio 0,35, okono 0,40, okono 0,45 wim oxono 0,50.

[0031] CormacHO HECKOTOPBIM BAPHAHTAM OCYINCCTBICHHA OJHWH WJIH HCCKOJBKO MPOICCCOPOB
KOMIIBIOTCPA TO OTACTFHOCTH WJIH BMCCTC 3alpPOTPAMMHPOBAHBI HA JABHCHINCE MOJYUCHHC COLMAJBHON CBA3H
MCKAY NCPBBIM Cy6’I>eI(TOM, CBA3AHHBIM C IICPBBIM HHAWBUIAYYMOM, H BTOPBIM Cy6'b€KTOM, CBA3AHHBIM CO BTOPBIM
HHOAUBHAYYMOM, HA OCHOBC, IO MCHBIICH MCPC YaCTHYHO, OI.[eHI/IBaeMOﬁ CTCIICHH POACTBCHHOTO OTHOIICHUA MCKIY
TICPBBIM HHIMBHAYYMOM H BTOPBIM HHAWBHAYYMOM. COTTIACHO HEKOTOPBIM BAPHAHTAM OCY IECTBICHHS CONHATbHY O
CBA3b IMOJIYUIAr0T, KOIAd OUCHUBACMAA CTCTICHD POACTBCHHOTO OTHOIICHHUA MCKAY NICPBBIM HHAWBHAYYMOM H BTOPBIM
WHIWBHAYYMOM TPCBBINACT NPCABAPHUTCIHHO ONMPCACICHHOS NOPOroBo¢ 3HaucHHWE. (COTNACHO HCKOTOPHIM
BapUAHTaM OCYIICCTBICHUS MPEABAPUTEIBHO ONPEACICHHOE TOPOTOBOE 3HAYCHHE COCTaBIsAeT 0KkoJo 0,00001, okomo
0,0001, oxomo 0,001, oxomno 0,01, oxomo 0,02, oxono 0,04, oxomo 0,06, oxoao 0,08, okomo 0,1, oxoao 0,12, okoio
0,14, oxomo 0,16, oxomo 0,18, oxono 0,2, okono 0,25, okono 0,3, okomo 0,35, okono 0,4, oxoao 0,45 wm oxoio 0,5.
CornacHO HCKOTOPHIM BAPHAHTAM OCYIICCTBIICHHUS COIHATBHYIO CBSA3b IMOJIYYAIOT MOCPCIACTBOM CCTH COIMATBHBIX
ceteit. COTTacHO HCKOTOPBIM BAPHAHTAM OCYIICCTBIICHUSA TCPBBEI CYOBCKT SABIICTCA BIAACITBICM IICPBOTO
HHAUBHAYYMA B KAYCCTBC JOMAIMHCTO KUBOTHOTO, H BTOpOI>'I Cy6’5€1€1‘ ABIFICTCA BIAACIBIEM BTOPOTrO HHAWBHAYYMA
B KAUCCTBC JOMAIIHCTO YKUBOTHOTO. COTIIACHO HCKOTOPHIM BAPHAHTAM OCYIICCTBICHHSA OJHH H TOT KE CYOBCKT
ABJLCTCA BJIAACIBIEM NCPBOTO HWHAWBHAYYMA W BTOPOTO HHAWBHAYYMA B KAUCCTBE AOOMAIINHETO J>KABOTHOTO.
CornacHO HCKOTOPBIM BAapHAHTAM OCYINCCTBIICHHA MOJYUCHHC COIMATBHON CBA3H MC)KAY NMCPBBIM CYOBCKTOM H

BTOPBIM CyOBCKTOM NPEIYCMATPUBACT IIPECAOCTABJICHIC MCCTOMOJIOKCHI IEPBOTO CYOBEKTA HIIH BTOPOTO CYOBCKTA.
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CormacHo HEKOTOPHIM BAPHAHTAM OCYINECCTBICHHS IOJYUYCHHEC COIHANBHOH CBSI3H MEKIY NEPBBIM CyOBEKTOM H
BTOPBIM CYOBECKTOM MPECAYCMATPHUBACT MPCIAOCTABICHAC KOMMYHHKAIIMOHHON CBS3H MCKAY ICPBBIM CYOBCKTOM H
BTOPBIM CyOBEKTOM.

[0032] CormacHO HCKOTOPBIM BapHAHTAM OCYINCCTBICHHA OJHH WJIH HCCKOJBKO MPOICCCOPOB
KOMIBIOTEPAa MO OTIACIBFHOCTH HIH BMCCTS 3aNPOrPAMMHPOBAHBI HA JANPHCHINYIO HACHTH(DHKAIMIO CCMCHHON
B3aHMOCBS3H MC)KAY IICPBHIM HHAWBHAYYMOM H BTOPHIM HHIWBHAYYMOM HA OCHOBC, II0 MCHBIICH MECpPE YACTHIHO,
CTENICHU POJCTBEHHOTO OTHOINCHHA. COINIACHO HEKOTOPBHIM BAPHAHTAM OCYIICCTBICHHSA CEMCHHAs B3aMMOCBSI3b
MPEACTABIACT COOOH B3aHMOCBA3h POJUTCIb-PCOCHOK, B3aUMOCBA3b OpaT-CecTpa, B3aHMOCBA3b TCTS/IAAA-
IUICMSTHHUK/TJICMAHHMIA, B3AaHMOCBA3b HA YPOBHE [BOIOPOJHBIH OpaT/IBOIOPOAHAS CECTPA, B3aMMOCBI3b
0alymka/aeymKa-BHYK/BHYYKA HJIM B3aHMOCBA3h mpabaOyIika/mpanaeay mKa-mpaBHyK/mpaBHyuka. CoriacHO
HEKOTOPHIM BAPHAHTAM OCYIICCTBICHUA CEMCHHAS B3aHMOCBA3b MPUBEACHA KaK B3AHMOCBA3b MEXIy NApoH JIoACH,
TakuM 00pas3oM, YTO CTCIICHb POJCTBCHHOTO OTHOIICHHS MC)KIY NEPBBIM HHIAWBHAYYMOM H BTOPBIM HHAUBHIYYMOM
COINOCTABHMA CO CTCICHBIO POJCTBCHHOTO OTHOLICHHS, OKHIAcMOM Mexdy mapoi mozach. COITacHO HEKOTOPBIM
BapUAHTAM OCYILICCTBJICHUA B3aHMOCBA3b MPEACTABIACT COO0H B3aHMOCBA3b POJUTEIb-PEOCHOK, B3aUMOCBS3b Opar-
CecTpa, B3aMMOCBA3b TETS/ I A-IUICMAHHUK/TNICMAHHHIIA, B3AHMOCBA3b HA YPOBHE IBOIOPOIHBIN OpaT/IBOIOPOIHAS
CecTpa,  B3aUMOCBM3b  OalyIuka/IeAyIIKA-BHYK/BHYYKA  HMJIH  B3aHMOCB3b  mpabalyImka/mpameayIika-
NPaBHYK/IPaBHY KA.

[0033] CoriacHO HEKOTOPHIM BAPHWAHTAM OCYINCCTBJICHHS OJWH HJIH HECKOJBKO IPOLECCCOPOB
KOMIIBIOTEPA IO OTACIBHOCTH HIIM BMECTE 3aIPOrPAMMHUPOBAHBI HA JAIBHEHIIYIO HACHTH(PUKALMIO A1 KAKAOTO H3
OIHOTO WM HECKOJbKHX HHIUBHAYYMOB IONMYJUSIIUH TCCTHPYEMBIX HHIUBHAYYMOB CTaryca HpPUCYTCTBHS,
OTCYTCTBH!, PHCKA HJIH HOCHTEISI TCHCTHYCCKOTO COCTOSIHHS HITH COCTOSIHHS 30POBbS Y HHAWBHIyyMa. COTrIacHo
HEKOTOPHIM BAPHAHTAM OCYIIECCTBIICHHS TCHETHYCCKOES COCTOSIHHE WM COCTOSHHE 30POBbS BRIOPAHO W3 TPYIIIIHI,
cocrosameii u3 Tpomoonarun (RASGRP2 Ox3o0H 8), Jeduuura mapysatkunaassl (PKLR DOx30H 7 Bapuant morca),
Hepunura ¢paxtopa IX, T'emodmrmm B (F9 Ox30u 7, Bapuant tepbepa), Jedumura mupysarkuaaszsl (PKLR Ox30H 7
Bapuant burna), P2Y12 Hapymenus tpomOomutos penentopos (P2RY12), Tpombactennu [ manvannaa tuma I
(ITGA2B Ox3ou 12), Bonesnu (pon BumreOpanga tuma I, VWD tuma II (VWF), Anomamiun Meii-XerrimHa
(MYHY9), Tpombonaruu (RASGRP2 3x30H 5, Bapnant AMCpHKAHCKOHW 3CKAMOCCKO#H codakn), Jeduumura pakropa
IX, T'emopumu B (F9 Ox30H 7, Bapuant Poaesmiickoro pumkdeka), bonesun (pon Bumneopanma tTuma I (VWF),
OmmanrounTto3a codak (SPTB 3x3oH 30), Hapymenus aareswn neiikoumtos codak tuma 111, LAD3 (FERMTS3),
Jepunura mpokammukpenHa (KLKB1 Ox30H 8), bonesun pon Bumneoparaa tuma I1I, VWD toma 111 (VWF Ox30H
4), Jepunmra ¢paxropa VI, Temopuwmm A (F8 Oxsom 10, Bapmant Boxcepa), CHHApOMA 3aXBAUYCHHBIX
welitpogunos (VPS13B), [Jedumura mmpysatkwnaasel (PKLR 3Ox3om 7 Bapumant mabpamopa), TpomOomarum
(RASGRP2 3x30H 5, Bapuant baccer-xayHaa), Jepummra mapysarkuaassl (PKLR Ox30H 5), dedumra (akxropa
VIII, Temopumn A (F8 Ox3oH 1, Bapmant osuapku 2), [eumura (axropa VII (F7 3Dx30H 5), BposkacHHOH
makporpomoormToncHin (TUBB1 Ok30H 1, Bapnant Kasanep kuaT-4apip3-cnanueq), JIMTHCO3HOTO MCMOpAHNTA,
LM (PLG), Je¢pumura mupysarkuraasel (PKLR Sx3o0u 10), Jedunura pakropa VIII, T'emopumn A (F8 Dx30H 11,
Bapuant osuapku 1), [pyrux cucrtem, AyTOBOCTATATCIFHOTO 3a00acBanus mapnes, SPAID, JIuxopagku mapmes
(MTBP), AyTOCOMHO-PCHCCCHBHON MWUCIIARHU 3Mamd, HacneAcTBCHHOW THNOMIA3Wu >Mamm 3yoa (Bapumast
HUTATBIHCKOH J¢BpeTkH), CHHAPOMA TMICPCHCTCHIWH MIQJUICPOBBIX MPoTokoB, PMDS (AMHR?2), BectuOynsapHoro
cueApoMa H Iy x0Tl JJodepmarnos, DVDob, DINGS, Hapymennii rias, [Iporpeccupyromeit atpodmu cetuarku, crd2
(IQCB1), Ileppuunoro BeBHXa xpycramuka (ADAMTS17), ['maykoMsl EpBHYHONW OTKPBITOYTONBHON IJIAyKOMBI

(ADAMTS17 3Ox3o0H 2), IIporpeccupyromeii arpodpuu cetuarku, crdl (PDE6B), Tlporpeccupyromeii arpodum



19

cetuatk, rcd 1 TMagouko-konycroit mucmmasum, redl (PDE6B 3x30H 21 Bapuant MpmaHackoro KpacHOTO CETTepa),
Anomanmu rna3 Konmm, I'mnormmazuu cocyaucroi obomoukn riaza, CEA (NHEJ1), IIporpeccupyromeii atpoduu
cetuyarkd (SAG), Axpomaroncun (CNGA3 Ox30H 7 Bapuant Hemenkoii opuapkn), My 16 TH(OKATBHOH PETHHONIATHH
cobak cmr2 (BEST1 Ox30H 5), ['maykoMsl mEepBUYHOH OTKPHITOYTOIbHOH riaykoMbl (ADAMTS17 Oxzon 11),
Iporpeccupyromeii arpopuu ceTuatiu, pred [IporpeccBHOI ACTCHEPAHHA MATOYKO-KOI004Kk0BOTO 0Tpe3ka (PRCD
Ox30H 1), HacnencTeeHHBIX KaTtapakT, Panaux karapakt, FOnomeckux katapakr (HSF4 Ox30H 9 BapuaHTt oBuapkm),
AyTOCOMHO-TOMHHAHTHOH nporpeccupyromei atpodun cetuyatkn (RHO), MymbTr(OKaIbHONH peTHHOMATHH COOaK
cmr3 (BEST1 Oxszom 10 SNP), Axpomaronmcumu (CNGA3 Ox3om 7 Bapmant mabpamopa-perpusepa),
MynsrudokamsHoii perunonartun cobdak cmrl (BEST1 Ox3on 2), IIporpeccupyromeii arpoduu cetuarku, rcd3
IMamouko-xonycHo#t amcrmmasmm, rcd3  (PDE6A), Ilporpeccupyromeii arpopmu cerdarku (CNGBI),
[Iporpeccupyromeii arpoduu ceryatku 300TUCTOr0 perpusepa 2, GR-PRA2 (TTCS), ITporpeccupyroreii arpodun
cetyatku, CNGA (CNGA1 Ox30H 9), Iporpeccupyromieii arpoduu ceTyaTku 300THCTOr0 perpusepa 1, GR-PRA1
(SLC4A3), ITporpeccupyromieii arpoduu ceryaTku - crd4/cordl (RPGRIP1), BposxaeHHO cTarmoHapHOH KypHHOH
ciaenotel (RPE65), ductpoduu porosuusr ®epa, MCD (CHST6), 'maykoMbl NEpBHYHOW OTKPBITOYTOJIbHOM
rmaykombel (ADAMTS10 Ox30u 9), Mymsruoxansroii peruHonatuu codak cmr3 (BEST1 Ox3on 10 [Jenenus),
I'maykoMbl TepBHYHOH OTKPBHITOYToabHOH riaaykoMbl (ADAMTSIO0 Ox3oH 17), MBICYHBIX HapyIICHHI,
Lenrposneproit muonatuu (PTPLA), Bonesnn Tomcena (CLCN1 Ox3o0H 7), HacneaACTBECHHOH MHONATHH JATCKOTO
mora (BIN1), Boxesnn Tomcena (CLCN1 3x3oH 23), Memueunoit muctpopuu (DMD Bapumant Beipm KOpra
neMOpok), BeisBanHOTO (hm3mueckoil Harpyskod kosiamca (DNMI1), Memreunoii auctpoduu (DMD Bapuant
30JI0THCTOTO peTpusepa), Jdedunura muoctatur, Cuapoma by mm-yunmera (MSTN), MuotyOyispHoii MEOTIATHH
1, Ceszannoii ¢ X-xpoMocoMoit MUOTYOysipHO#H Muonatuu, XL-MTM (MTM1, BapuanT madpagopa), MeimeuHoit
muctpoduu (Bapuant Kasanep kuHr-4apms3-crianuea 1), MyJIbTHCHCTCMHBIX Hapy mICHUH, [IepBHYHON 1MIHAPHO
muckuaesun, PCD (CCDC39 Ox30H 3), GM1 TIaarmmosnmo3a (GLB1 Ox3o0u 2), Curapoma [N'ypiepa tuma IIIA,
Bonesnn Canmmmnmo tana A, MPS IITA (SGSH 3x30H 6 Bapuant 1), [IproOpeTeHHOr0 HEBPOHAIBHOTO LECPOH/I-
mmo(ycruao3a (ATP13A2), GM1 Tarrnunosnno3a (GLB1 Ox30H 15 Cuba-uny Bapuant), HepoHamsHOTO HICpOH-
mamodycipao3a 2, NCL 2 (TPP1 3x30H 4), Curapoma ['ypaepa tuma VII, Curapoma Cias, MPS VII (GUSB 3Ox30H
3), ®yko3umo3a codak (FUCA1L), GM1 I'arrmosnao3a (GLB1 Ok30H 15 Amackunackuil xacku Bapuant), bonesnu
HakomicHua Jlarotro (ATG4D), BposkacHHOTO KepaTOKOHBIOHKTHBHTA CHKKA W MXTHO3H(OPMHOTO JCPMATO3a,
Curapoma kypuaBoii mepctu u cyxoro riaza, CKCSID (FAMS3H Ox3o0u 5), ['mukoreHOBO# Gonesnn Thma VII,
Hepunura ¢ocdorexcoknnasbr, Jedumura PFK (PFKM Vunmer w AHMTHACKAH CHOpHHTCP-CHAHHCTh BapuaHT),
I'maxoreHoBoit 601¢3um Trma 1A, Bomesru ['upke, GSD 1A (G6PC), I'mkoreHoBO#M Gone3rn tuma VII, Jedummra
(ocorexcoxmnassl, Jdepunura PFK (PFKM Baxrensxyna Bapuant), HepponanpHOro nepoua-mmnoQycuuHo3a 1,
NCL 1 (CLN5 Bopaep-xommm Bapuant), HesponamsHOTO niepona-mumodycimao3a 1, Mo3sxeukosoii atakcun, NCL-
A (ARSG 3x30H 2), HesponamsHoTo nepona-mumodycrmao3a 6, NCL 6 (CLN6 k30w 7), Curapoma ['ypiepa Tuna
I, MPS 1 (IDUA), TloucuHo# UHCTAACHOKAPIHHOMBI W y310BoTO Acpmarogpuopoza, RCND (FLCN 3x3oH 7),
HepporansHoTO nepoun-mmodycumao3a 10, NCL 10 (CTSD 2x30H 5), ' 1000HIHO-KICTOMHON JIcHKOIUCTPO PuH,
Bonaesuu Kpadoe (GALC Ox30H 5), I'mukoreHoBoit 0osiesnu Thma [I1A, GSD IITA (AGL), HeppoHambHOTO ICpoOuI-
mmodycmao3a (MFSD8), GM2 Tamrmmosumosza (HEXB, Ilymems Bapumant), Ceasannoii ¢ X XpoMocomoii
BPOKICHHOHN 3KTOACPMATBHON MWCIUIA3HWH, AHTHAPOTHUYCCKOW 3kroacpmamsHOll mucmnasud (EDA HatponH 8),
HepporansHoTO TIepona-munogycauHo3a (CLN8 Apctpanmiickas opuapka Bapwant), HeppoHampHOTO HEpowm-
mmodyciprao3a 8, NCL 8 (CLN8 Anrmmiickuii cerrep Bapunant), HesponamsHOTO niepona-mmogycmuaosa 1, NCL

1 (PPT1 3x30H 8), HepporanpHOTO nepona-munodycumao3a (CLNS BapuanT 3010THCTOTO peTpuBepa), Curapoma
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I'ypaepa Tuma VII, Cuaapoma Cnas, MPS VII (GUSB 3x3o0H 5), ['mukoreHnoBoii 6ore3nu tuna 11, bonesnn [Tomre,
GSD II (GAA), GM2 T'arrmiosuaosa (HEXA), Curapoma I'ypaepa tuma I1TA, Bonesan Candummnmo tuna A, MPS
IITA (SGSH 2x30H 6 Bapmuant 2), 3aboncBaHmii KOKH U coeAWHUTSIIFHON TKaHu, Mxtnosa (PNPLAL), Mxtro3a
(SLC27A4), Hducrpoduueckoro OymnezHoro smuaepmosa (COL7A1), Mxruo3a, OUuACPMOIHTHIECKOTO HUXTHO3A
(KRT10), Sxromepmanproii mucmiasmn, Cuaapoma xpymkoctu koxku (PKP1), Mxrmoza (NIPAL4), Curapoma
Mycnamuna-JIroke (ADAMTSL2), Ouarosoii HEIMHACPMOTUTHYCCKONW JIaJOHHO-IOJOMIBCHHOW KEPATOIACPMUH,
Bpoxacnnoit maxwmonmxmu (KRT16), Hacmeacreemnoro mapakeparoza Hoca (SUV39H2), HacmemcTseHHOTO
runepkeparoza noxymedek Jan (FAMS3G), HapymeHuif TOJOBHOIO W CHHHHOTO Mo3ra, IOBeHmIBHOH
nomHeponaruw, I lomuaeBponaruu neondeprepos 1, LPN1 (LPN1, ARHGEF10), Hapymenus Tpoguku Mo3KeuKa,
HeownaranpHo#t aereHepammu kopsl Modkeuka, NCCD (SPTBN2), Hapkxonencun (HCRTR2 Hutpom 6), L-2-
Iuapoxcuriy rapukanuaypuu, L2ZHGA (L2ZHGDH), I'yOuaToii nereHepamuu ¢ Mo3xkeukoBoi arakcueii 2, SDCA2
(ATP1B2), ITlporpeccupyromeii HelpoHadbHOM abuoTpo(uu, MHOKESCTBCHHOH CHCTEMHOM JeTeHEpalu coOak,
CMSD (SERACI1 3x30H 15), HeonatampHO# HeiipoakcoHambHOH auctpoduu mioma (MFN2), HeownaramsHOH
sHue(anonmatuu ¢ cyzoporamu, NEWS (ATF2), doOpokaueCTBCHHOH CeMCHHON IOBCHHIBHOH JITIJICIICHU,
Pemuttupyromeit (QoxampHo# snmiaencuu (LGI2), FOBeHHIBHOrO mnapaiuva TOpPTaHH H NOJHHCHPOIATHH,
INonuHeBpomaTuu C TIJA3HBIMH AHOMANMAMH W Bakyosmsanued HeiiponoB, POANV (RAB3GAP1, Potseiinep
Bapuanr), TTporpeccupyroimeii HeWpoHaabHOH aOHOTPOo(uu, MHOKESCTBCHHOW CHCTEMHON ACTCHEpAanuH COOAK,
CMSD (SERACI1 3x30H 4), Mo3sxeukoBoii atakcun, IIporpeccupyromneil panseii Mo3keukoBoii atakcuu (SEL1L),
HacnencTeeHHO# CEHCOPHO-BEreTaTUBHOH Hedpomarnu, CuHapoma akpambHOro yBeubsi, AMS (GDNF-AS),
CuHapoMa TPSCYINETOCS ILICHKA, | €HEpaTH30BAaHHOTO CHHAPOMA TPEMOPA, CBA3aHHOTO C X-xpomocomoii (PLP),
Tunomuenuanzanuy u Tpemopa (FNIP2), CrnmHOMO3KeukoBO# atakcuu, Atakcuu ¢ mo3guuM HadamoM, LoSCA
(CAPN1), Tlommaespomatun, NDRG1 I'peiixaynn Bapuant (NDRG1 3x30H 15), IMTommaespomaruu, NDRGI1
Amnacka-mamamyT Bapuant (NDRG1 3x30H 4), ModkeukoBoii runomiazun (VLDLR), I'yGuatoii aercHepaumu ¢
moxeukoBoii arakcueii 1, SDCA1L, SeSAME/EAST curgpoma (KCNJ10), CoHHOMO3KCUKOBOW ATAKCHH C
muokumuci w/mma cygoporamu (KCNJ10), DHueamomatuu ATACKHHCKOTO Xackd, bomesnum JIm moaocTporo
teucHua (SLC19A3), ereneparusHoii mucaonarun, DM (SOD1A), Bonesnn Anckcannepa (GFAP), HapyueHuit
cepaua, JumaranmorHoi kapamomuonatun, DCM1 (PDK4), Cuaapoma yamuaeHmsa ot mHTepBama QT (KCNQ1),
JunararmorHodt  kapauomuonatun, DCM2 (TTN), HapymeHumit ckenera, HacneacTBeHHOTO BHTaMUH-D-
pesuctenTHOTO paxuta (VDR), He3asepmeHHOTO 0cTeoreHe3a, XpycrampHoit 60ae3un (COL1 A1), HezapepmeHHOTO
octeorcHesa, XpycrtanpHoit 60ne3un (SERPINHI1), Xouapoauctpopuu U 3a00ICBaHASA MCKITIO3BOHKOBBIX JHCKOB,
CDDY/IVDD, Tuma I IVDD (FGF4 petporeH - CFA12), He3aBepmeHHOTO OCTCOTCHE3a, XPYCTAIbHOH OONC3HA
(COL1A2), KparnomanmuOyaapro# octeomatun, CMO (SLC37A2), ducmmasun ckenera 2, SD2 (COL11A2),
Pacmemiab ryosr w/nmm pacmenuHbl Heba (AD AMTS20), Okyno-aucmiasun ckenera 1, KapaukoBocTr-auciazun
cetuatkn, OSD1 (COL9A3, Jlabpanop-perpusep), OcreoxoHapoaucmiazui, Kapaukosoctu ckenera (SLC13A1),
MCTA0OTHMUCCKUX HapymeHui, 3nokauecTeeHHo rumeprepmun (RYR1), T'mnokaranasum, Axaranazemun (CAT),
Jedunmra mmpysataeruaporesaza (PDP1), Hapymenwmii modek W MOYEBOTO My3bIps, [ HIEpypHKO3ypHH H
runepypukeMun wi MouckameHHo# 60me3Hn, HUU (SLC2AY9), Tlommkuctosnoit 6ome3nn mouck, PKD (PKD1),
He@ponaruu ¢ motepeit 6cmka, PLN (NPHS1), Hucturyprn Tuma 11-A (SLC3A1), TlepBudHO# THIICPOKCATYPHH
(AGXT), Uwuctunypun Tuma I[-A (SLC3Al), AyTOCOMHO-PCICCCHBHON HACJICACTBCHHON HC(pomaTuwy,
Hacnencteennoit wHedpomarun, ARHN (COL4A4 3x3oH 3), Ceazannoii ¢ X-XpOMOCOMOW HACIICICTBCHHOM
Heppomarueit, XLHN (COL4AS Ox3o0H 35, Camoex Bapuant 2), ucturypuu Tuma I1-B (SLC7A9), MouckaMCHHOM

6oxe3Hu, ces3aHHOM C 2,8-murnapokcuanaeHnEoM, 2,.8-DHA Vpommrnasza (APRT), HefipoMbpnmeyHsIX HAPYIICHHH,
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Curapoma smasoauueckoro maaeHua (BCAN), Bposxkaerroro MuacteHmueckoro cuaapoma (COLQ), BposkaeHHOTO
muacteHnueckoro cuaapoma (CHAT), Hapymenun#i WMMYHHOH CHCTEMBI, TSDKEIOr0o KOMOHHHPOBAHHOTO
mamyHoaepummTa (RAG1), Ceazansoro ¢ X-XpOMOCOMOH THKETIOT0 KoMOHHUpoBaHHOTO mMMYHOAe(umTa (IL2RG
Bapwuanr 1), Tspkenoro xomouanposaaoro umMyHoaeumura (PRKDC), CesazanHOoro ¢ X-XpoMOCOMOH TSDKEIOTO
xoMOmHHpoBanHOoTo mMMmyHOAe(pumra (IL2RG Bapumant 2), Hdeummra xommiementa 3, Jeumura C3 (C3),
Keny nouno-kumeunsix Hapymenui, Cuaapoma Umepcnyua-I pecoexa, CenekruBHOH ManpadcopOuun kodaraMuHa
(CUBN 3x30H 53), Curapoma MUmepcayaa-I pecoeka, CencxruHO# Mampabcopoumu kodamamuaa (CUBN Ox30H 8),
Kmuamgeckux sHapymeHuii, MDR1 UyscTBUTETBHOCTH K JicKapcTBCHHOMY cpeactsy (MDRI1), AxrtuBHOCTH
ananmHaMuHOTpaHc(pepassl (GPT), 'opMoHamsHBIX HapyHIeHHH U BposkAcHHOTO runoTtupeosa (TPO, Tenrepduna-
Tepbep Bapuant). CorsiacHO HEKOTOPBIM BAapHAHTAM OCYLICCTBJCHHS PHCK BBIPKACTCSA KaK BEPOATHOCTh HIIH
OTHOCHTEJIBHBIH PHUCK HAMWUYMA Y HHIUBHAYYMA I'CHECTHYCCKOI'O COCTOSIHHS WM COCTOSHHA 310poBbs. COracHo
HEKOTOPBIM BAPHAHTAM OCYIIECCTBICHHA OTHOCUTEIBHBIH PHCK MPEACTABIACT COOOH YHCIOBOE 3HAUCHHE (HAIpHMED,
OTHOUICHHE OTHOCHTEJILHOHM YaCTOTHI) MM KATCTOPHAIBHOE 3HAUCHUE (HAIIPUMED, «B IPYIIIC PHCKA», «HE B IPYIIIC
PHUCKa» WU KOTCYTCTBYET PUCK»). COITacHO HEKOTOPHIM BAPHAHTAM OCYIICCTBIICHHUS CTaTyC HOCHTEIA BBIPAYKACTCS
KaK IOJOKUTCIBHOS WM OTPHLATEIBHOC YKA3aHHE HA TO, YTO HHAMBUIYYM SBIIICTCS HOCHTEIEM I€HETHUCCKOTO
COCTOSIHHS HJIH COCTOSIHUA 310POBbA.

[0034] CornacHO HEKOTOPHIM BAPHWAHTAM OCYINCCTBJICHHS OJWH WJIH HECKOJBKO IPOLECCOPOB
KOMIIBIOTEPA 0 OTACIBHOCTH HIIH BMECTE 3aIIPOr PAMMHIPOBAHBI HA JOMOJIHHTEIbHYIO HACHTH (DHKAIHIO A1 KaXKIO0TO
W3 OJHOTO HJTH HECKOJIBKHX HHAMBUAYYMOB MO JIALHH TCCTHPYEMBIX HHANBHIYYMOB OJHOH MM HECKOIBKUX MOPOJ,
cobak y mHauBuayyma. COTJacHO HEKOTOPHIM BapHAHTAM OCYIUECCTBJICHUS OJUH HJIM HECKOJIBKO IPOLECCOPOB
KOMITBEOTEPA MO OTACIBHOCTH HITH BMECTE 3AIPOrPAMMHPOBAHBI HA JONMOTHATCIbHYIO HACHTH(PHKAIHIO JUTS KAYKIOTO
W3 OJHOTO HJTH HECKOJBKHX HHIUBHIYYMOB IOMYJISIIHA TSCTHPYCSMbIX HHIUBHAYYMOB OJHOH HJIH HECKOJIBKHX JOJICH
OXHOH WITH HECKOJIBKHX TMOPoZ coOak mHauBHAyyMa. COTTaCHO HEKOTOPHIM BAPHAHTAM OCYIICCTBJICHHS OJWH WITH
HECKOJIBKO MPOLIECCOPOB KOMITBIOTEPA MO OTACILHOCTH HIIH BMECTE 3aIPOTPAMMHPOBAHBI HA JATBHEHINCE CO3JAHUC
TCHCAJIOTHYCCKOTO JAPEBA MHOXKSCTBA HWHIAWBHAYYMOB TONMYJISIHH TECTHPYEMBIX HHIMBHAYYMOB. (CoriacHo
HCKOTOPHIM BAapPHAHTAM OCYINCCTBJICHHS OJUH HJIH HECKOJIBKO IPOIECCCOPOB KOMITBIOTEpPA IO OTACIBHOCTH HITH
BMECTE 3aIPOTPAMMHUPOBAHBI HA JAOMONHUTCIPHYI0 HACHTH(OUKALMIO AT KAKIOTO W3 OJHOTO HIH HECKOJIBKHX
HHIMBHAYYMOB TONYJISILUA TECTHPYEMbIX WHIMBHAYYMOB IPHCYTCTBHS, OTCYTCTBHS WJIM PHUCKA (PSHOTHNA HITH
TpU3HaKa y wHIuBHAyyMa. COTJIacHO HEKOTOPBIM BAPHAHTAM OCYIICCTBIICHHS (DCHOTHIT HITH IIPH3HAK BEIOMPAOT U3
TPYIIIBL, COCTOSINCH M3 OCHOBHOTO I[BETA INIEPCTH (HAMPUMEP, TEMHOH UM CBETJIOW IIECPCTH, I[BETA IMMTMCHTA U
pasbasieHus 1BETA), MOIU(PHKATOPOB OKPACKH MIEPCTH (HAPUMEP, CKPBITOTO PHCYHKA, PHCYHKA TEJa M PHCYHKA
MOPZBI), MPH3HAKOB NIEPCTH (HATIPHMEP, OKPACKa, JIHHA MICPCTH, JIMHBbKA, TEKCTYpa IMIEPCTH, OTCYTCTBHE IIECPCTH
(Tum MCKCHKAHCKOH TOJIOH COOAKH «KCOJ0»), OTCYTCTBHC MEPCTH (THI Tepbepa), H aTbOHHA3M), TPHU3HAKOB TCJa
(HanmpuMep, IITHHA MOPBI, [UTHHA XBOCTA, KOTTH HA 33 THHX JIANIAX, MyCKyJIaTypa H 00BbEM CITHHBI, IIBET TJ1a3), pazMepa
Tena (HampuMep, MEHbIIMHN, CPEAHUN M KPYIHBI), TOBEACHUA (HAIPHUMEP, aJaNnTalys K BBICOTE), TCHETHUYCCKOTO
pasHooOpasus (HanpuMep, CTeTieHb HHOPHAWHTA B PA3HOOOpa3He HMMYHHOTO OTBETA).

[0035] CormacHO HCKOTOPBIM BAapHAHTAM OCYINCCTBICHHA OJWH WIH HCCKOJBKO MPOICCCOPOB
KOMITBIOTEPA MO OTACIBHOCTH HJIM BMECTE 3alPOTPAMMHPOBAHBI HA JANbHCHIIEE CO3JAHUE OTYETA, B KOTOPOM
VKa3aHO OJHO HJIH HECKOJBKO H3. CTCICHH POACTBCHHOTO OTHONIICHHS, CEMCHHOW B3aHMMOCBS3H, CTaTyca
TIPUCYTCTBHS, OTCYTCTBHS, PHCKA MIH HOCHTEIA T'€HCTHYCCKOTO COCTOSIHHUS HJIH COCTOSHHSA 370POBbSA, OJHOW HITH
HECKOJIBKHX NMOPOJ CO0AK, OTHON MITH HECKOJBKHX OJICH OJHON HIIH HECKOJBKHX IOPOJ] COOAK, TCHEAJOTHUCCKOTO

ZIPeBa, CTAaTyCa MPUCYTCTBHA, OTCYTCTBHA, PHCKA WIIH HOCUTCTA (DCHOTHIIA HITH MPH3HAKA U TFOO0H WX KOMOWHAIINH.
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CormacHO HEKOTOPBIM BAPHAHTAM OCYIICCTBIICHHS OIHH HIIM HECKOJIBKO IPOIIECCOPOB KOMITBIOTEPA IO OTACTBHOCTH
HIIM BMECTE 3aIIpOTPaMMHUPOBAHbI HA JATbHEHINYIO IIEpeaady OT4eTa BETCPHHAPY .

[0036] CormacHo ApPYroMy acmeKTy HACTOAINECES H300PCTCHHE OTHOCHTCA K 3HCPrOHC3aBHCHMOMY
MAIIHHOYHTACMOMY HOCHTEIIIO, COJICP/KAIEMY BHITIOTHACMYIO KOMIIBEOTEPOM ITPOTPAMMY, KOTOPast IIPH BBITIOTHCHUHI
ONHHM WJIM HECKOJBKHMH ITPOLECCOPAMH KOMITBIOTEPA BBINOJHACT CHOCOO OICHKH CTCNCHH POJICTBEHHOTO
OTHOWLICHHA MEKIY ABYMSA HHIUBHAYYMAMH JHIUIOWAHOW TNOMNYJLIIHH, NMPHYEM CIOCOO IpeaycMaTpuBacT: (a)
MOJTYYCHHUE TAIUTOTHITHYCCKUX JAHHBIX I MONMYJIAIMH TECTUPYEMBIX HHIUBHIYYMOB, IPHUYEM TaIUIOTHITHYCCKUC
JIAHHBIC COAEPKAT MHO)KECTBO T€HETUUCCKUX MAPKEPOB, OOIIHX JUI MOITY JIIIHH TECTHPYEMBIX HHAUBUAYYMOB, (b)
paseNcHAE TAaIUIO THIIHYECKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHOYKECTBA TCHETHUECKUX MAPKEPOB, (C) U KKI0H
MOMYJLALUH TECTHPYEMbIX HHAMBHAYYMOB: (I) CONOCTABICHHEC HA OCHOBE MHOXKECTBA I'€HETHUCCKHX MapKEpOB
CETMCHTOB TAIUIOTHITMYCCKUX JAHHBIX, KOTOPhIC HACHTHYHBI IO MPOUCXOKICHUIO, MEKIY IEPBBIM HHIUBUIYYMOM
W BTOPBIM HHAMBHIYYMOM CPEAM IOIMYJALMH TECTHPYCMBIX HHAHBHAYYMOB, NPHYEM KAKAbIH W3 COBIABIINX
CETMCHTOB UMECT NEPBBIH pa3Mep, KOTOPBIH NpeacTaBLieT COO0H IO MEHBIICH MEpE IMPEABAPUTEIBHO OTIPEACICHHBIH
TIOPOTOBBI pazMep, H COACPKHUT O MECHBIIECH MEpPE NMPEABAPUTEIILHO ONPEACICHHOE YHCIIO TCHETHYECKUX MapKEPOB,
(i1) 1 KQKAO0TO W3 COBMABLIMX CETMEHTOB MEXXIY IEPBBIM HHIMBHIYYMOM H BTOPBIM HHIUBHIYYMOM: pa3AcicHUE
COBIIABIICTO CETMCHTA HA MHOKECTBO JUCKPECTHBIX TCHOMHBIX HHTCPBAJOB, OLICHKY KAXKIOTO M3 MHOXKECTBA
JUCKPETHBIX TCHOMHBIX HHTCPBAJOB HA OCHOBE (i) CTENEHH COBIAACHHSA II0O TOMO3HIOTHOCTH JUCKPETHOTO
TEHOMHOTO HHTEPBAJIa Y IEPBOT0 HHANBHIYYMA HIH BTOPOTO HHIMBUAYYMA HiH (ii) CTETICHH ONAPHOTO COBIAACHUA
JUCKPETHOTO TEHOMHOTO MHTEPBAja MEKAY ICPBBIM HHIUBHAYYMOM H BTOPBIM HHAMBHIYYMOM, C MOJIyYCHHCM
TaKHM 00pa30M MHOKECTBA OLICHOK, KOPPEKTHPOBKY MHOKECTBA OLICHOK HA OCHOBE COIVIACOBAHHOCTH MHOKECTBA
OLICHOK, MOJy4as TaKUM OOpa3oM MHOKECTBO CKOPPCKTHPOBAHHBIX OICHOK, W MPHCBOCHHC MHO)KECTBA BECOB
MHO’KECTBY AUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBE MHO’KECTBA CKOPPEKTHPOBAHHBIX OLICHOK JTUCKPETHBIX
TCHOMHBIX HHTCPBAJIOB, U (iii) BEIYHCICHHIE B3BSIICHHOH CYMMBI TSI MHOIKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBATOB
COBIIABILICTO CCTMCHTA HA OCHOBC MHO)KCCTBA CKOPPEKTHPOBAHHBIX OLCHOK M MHOXKECTBA BECOB, H (d) OLCHKY
CTCTICHH POJACTBCHHOTO OTHOLICHUS MC)KAY IICPBHIM HHIWBHAYYMOM H BTOPHIM HHIWBHAYYMOM HA OCHOBC
B3BCIICHHBIX CYMM COBIIABIIHX CETMCHTOB.

[0037] CormacHO HCKOTOPHIM BAPHAHTAM OCYIICCTBICHHA TUIIOMTHAS MOMYJIAIHA MPCACTABIACT CO00it
TIOMYJLANUE0 MJICKOTHUTAROIX. COTIAacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHUS ITOMYJILHS MJICKOMATAIOIIHX
TPEICTABIIET COOO0I MOy SO CEMEHCTBA TICOBBIX, MOMY LU0 KOMAYbHX, NOMYJILUIO CTIOPTHBHBIX KHBOTHBIX
WM TOMYJAUH0 TIPel3yHOB. COTNIACHO HEKOTOPBIM BAPHAHTAM OCYLICCTBICHHS IOMYJBIIASA MIICKOTHTAIOMINX
TpeICTaBIsIET COOOH MOMy MU0 ceMeiicTBa NCOBbIX. COrTacHO HEKOTOPHIM BAPHAHTAM OCY IICCTBIICHUS O JIALUS
ceMeHCTBa IICOBBIX NMPEACTABIACT co00H momynimio cobak. COrTacHO HEKOTOPBHIM BAPHAHTAM OCYINECTBICHHS
TIOMYJLANUS MIICKOIUTAOIMX HPEACTAaBIIET coO0H momy im0 KomaybnX. COTJIacHO HEKOTOPHIM BapHAHTAM
OCYILECCTBIJICHHS O JLIUS KOIIAYbHX MPEICTABISIET COO0H MOy IAH0 KonreK. COrylacHO HEKOTOPBIM BapHAHTAM
OCYILECTBJICHHS ITOITY LM MIICKOITUTAIOIAX IPEACTABIIET COOO0H MOMYIISIUI0 CIOPTHBHBIX >KUBOTHBIX. COTTacHO
HEKOTOPHIM BAPHAHTAM OCYIICCTBICHUS HOMYJLAMS CIOPTHBHBIX JXKHBOTHBIX IPEACTABIICT COOOH MOIYJIAIHIO
nomazeii. CoriacHo HEKOTOPBIM BAPHAHTAM OCYHICCTBIICHHS TOMYJIIHA COOAK COACPKUT OJHY HIIH HECKOJBKO
mopox cobak, BRIOPAHHBIX W3 IPYIIIBI, cocTosmei u3: Addennuauep, Adranckas 6opsat, Adpukanuc, Annaw,
Opaenbrepbep, AkOam, Axurta-uHy, bym Kytra, Mcmanckuii anaHo, Ananaxckuii Oyibaor, ATICKHHCKUI KTH-KaH,
AnackuHCKHE MamamyT, AusaH, AJomekuc, ANBNWICKAT TAKCOOOpa3HAd TOHYASA, AMCPHKAHCKAsA OBHYAPKA,
AwmepukaHcKkad akuTa, AMEpHKAHCKHH OyIbI0T, AMEPHKAHCKHH KOKCP-CIIAHHEIbh, AMEPHKAHCKAS 3CKHMOCCKAS

cobaka, AmepukaHckuii (poxcxayHA, AMEpHKAHCKHI TOJBIH Tephep, AMEPHKAHCKHH MacThu(, AMEpHKaHCKHI
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muTOy IbTephep, AMepukaHcKuii ctaddopammpekuii Teppep, AMEPHKAHCKHH BOISHOW CIAHHETb, AHATOIHHCKAS
OBUYApKa, AHTI0-(ppaHIy3CKas Manas rOHYAd, ANNCHICIUICP 3CHHCHXYHI, APICHTHHCKHN 10T, APhe:KCKUN OpaKk,
Apbeskckas roH4ast, ApmaHt, Apryasckas roxuas, Ascrpanmiickuii Oyabaor, ABCTpanmiickas macTymbs co0aka,
Apcrpanmiickuii Kenmm, ABCTpaJHHCKas oOB4Yapka, ABCTpAaTMHCKHH INEIKOBHCTBIH Tephep, ABCTpaIHiCcKas
KOPOTKOXBOCTas MACTyIIbsA co0aKa, ABCTpaIHHCKHUH Tepbep, ABCTPHICKAsI TOHYAsA, ABCTpHICKHN MHHUYEP, A3aBaK,
Baxapeanbckas cobaka, bapber, Appukanckas Henaromas codaka, backckad oBuapka, ApPTe3HAHO-HOPMAHICKHE
Haccer, ['oyOotii rackoHCkmit 6accet, Prokuii OpeToHCKuit 6acceT, bonpmioit Banaeiickuii 6accet-rpudpon, Masrit
paHjciickuii Gaccer-rpu(ppon, basapckas ropras romdas, burims, buris-xapeep, Bopomarterni kommu, Bocepos,
benminrron-tepsep, benbruiickas opuapka, beasruiickas osuapka (I'proreHaans), benpruiickas osuapka (Jlakenya),
Benpruiickaa osuapka (Manunya), benpruiickas opuapka (TepsropeH), bepramckas osuapka, benas mBelnapckas
osuapka, [ Tukapauiickas osuapka, bepHckag ronuas, bepuckuit 3eaneHxyHA, bumon (puse, buim, bucoen, Uepno-
noAmablif KyHxayHd, EpHas HOpBexkcKas JocHHas Jaiika, bymien6eticep, Hopseskckuii yepHbIif amkxyHz, Pycckuit
yepHBIH Tepbep, Kenaras ¢ yepHOH Mackoi ¥o)kHAsA roH4as, bonpmas roxy6as rackoHCKas ronyas, Mamas roiayoas
rackoHckas rouuad, bmagxayun, bmo-neiicu, bro-mon-teprep, Kpamuaro-rony6oit kyuxayun, bypOyas, Uemckas
macTymbs codaka, bomonses, bopaep-komm, bopaep-teprep, Pycckas ncosas 0op3as, bocHuiickas »keCTKOmepcTHAs
roH4as, boctoH-Teprep, ApacHHckuii OyBbe, @aanapckuii 6ysbe, bokcep, bolikuH-cnianuens, TanbaHCKkuit Opakk,
Ogepuckast nerasas, bypooHckuii Opakk, Bpak [Jromon, @paxiysckuii Opakk, CeH-kepMeHCkui Opak, bpa3uiabckuit
tepsep, bpuap, Cpennuii Banaeiickuii rpuddpon, bpeTorckuii smanbob, Bpoxomsmep, FOpckas ronuast, BykoBuHCKas
osyapka, byab-sHa-Tepbepsl, Bybtepsep, Bymsrepsep (Mununatropuslii), Bynsmactud, Bymm Kyrra, Kepa-Tepsep,
XanaaHckas cobaxa, Kanaackas sckumocckast cobaka, Kanaackuit moiiaTep, Kane-kopco, [lopryraisckas oBUapka,
Kao ne xactpo-mabopeiipo, A3opckasd mactymbsa cobaka, KaponuHckasa cobaka, PyMbIHCKas kapnaTckas oBUapka,
Jleomapmosas cobaka Karaxyimsl, KatamoHckas oBuapka, KaBka3ckas oBuyapka, KaBajep KHHT-4apiIb3-CIIAHUCITH,
Cpemueasnarckas osuapka, Uemckuii poycek, Uemckuii Tepsep, [Tomsckas 6opsast, Uecamuk-0¢i-perpusep, Cepo-
rory6as roryas, OpaHiy3ckas uepHO-meras roudas, @paniy3ckas 0eao-uepHas codaka, @paHIy3cKad TPSXIBETHASL
ronvas, Ymxyaxya, Uwmmiickuii (okctepoep, Kuraiickuit uymius, Kwuralickas xoxmartas cobaka, Kuraiickas
uMIeparopckas codaka, Unnyk, Uunmumapaii, Uay-uay, Ypyreatickuii cumappon, UepHas oBuapka, YApHECKO ICTb
OtHa, Knamb6ep-cnanuens, JmmaHOomepeTHEIN konmw, Kommm xopotkomepetHsi, Kombaii, Kopaosckas 6oioBas
cobaxka, Koron-me-tyneap, Kpurckas ronuas, Xopsarckas opuapka, Kamoepnerackas osuapka, KypuaBomepcTHbrit
perpusep, YexocnmoBamkas BOmubs coOaka, Takca, Jamvarwh, JIeHIu-THHMOHT-Tephep, JlaTCKo-TmBeackas
(pepmepcekadg codaka, uaro, JJodepman, bopmockwmii nor, Kyomsackwii qor, [ Baremanbckuii Oy mpTepbep, Kapnukossrit
mor, JlpeHtckag kypomarouHasd cobaka, [pesep, Jyukep, [ommaHackas osuapka, [OMIaHACKHI CMOYCXOHZ,
BocTounoespomneiickas oBuapka, BocTtouHoCHOMpCKas naiika, Dm0, AHTTHHCKHI KOKCP-CHAHHCTb, AHTITHHACKAA
CHOTOBAA TOH4YAA, AHrmmiickmii (pokcxayuna, Anrmmiickuii mactud, [loiHTep, AHrmHiCKHUIT ceTTep, AHTIHIICKAA
OBYApKa, AHITHHCKHNA CIPHHICP-CHAHHCTh, AHIIHMACKHH TOH-TEphep, AHIIMHCKUNA BOJSHOH CIIAHHCITD,
Anrmmiickuii Oenbiii Tepsep, JHTICOYXep 3eHHEHXYHA, ['0iy0oi mukapauiicKuii CaHWe b, JCTOHCKAs TOHYAS,
Omrrpensckas oBuapka, Espasmep, @una-cmanwmenb, bpaswmeckuit puma, @umo, Purckas rowuas, DuHCKHI
nmannxyHa, OuHckmit mmmn, [IpsmomepctHbiii perpusep, TaiiBansckas Cobaka, I'magkomepcTHsli (hoKcTephEp,
Kecrromeperubiii  (oxcreprep, bperoHckmii smaHRONB, PpaHnysckuii Oynpaor, DpaHIy3CKHil CIAHHEIS,
Wcnanckuii ranero, Jlanrxaap, Hememxuii mumuep, Hemenxasa opuapka, Kypuxaap, Hemenkuii BaXTeIbXyHA,
Hemerxwit i, patxaap, Pusermmaynep, ['men o Mimaan tepeep, 3omotucterii petpusep, LoTmanackuii ceTep,
Bonpmas aHrmo-ppaHIy3CcKad YepPHO-TICTad TOHYAs, bonpmad aHriao-(ppaHIy3Ckas KpacHO-Tieras roH4as, boapmas

aHrno-(hpaHIy3cKas TpexXuBeTHAA ToH4as, bonpmoi Banaekckuit rpuddown, [Tyspropukanckuit mactu(, Hemenxmit
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mor, IlupeHeiickas ropHad cobaka, bonpmoili mBeWnmapckuii 3¢HHCHXYHZI, | peHmaHackas coOaka, ['pefixayhz,
TNomy6oii rackoHckui rpuddon, bemsrutickuii rpuddon, bpeTronckuii perkesarsiii rpuddon, HusepHekwuii rpud o,
I'yab-nonr, ['viae-Tepp, Maamniickas cobaka-3asn, ['onuas [ammieToHa, [aHHOBEpCcKad ronyas, Xapsep, [ aBaHCKuUit
ommoH, ["aBaiickag cobaka mom, ['mmanaiickas osuapka, Xokkaiigo, Xopras bopsas, Xosasapt, TpaHCHIBBAHCKAS
roHuas, Homosemanackas osuapka, XrOreHXYHZI, [lomeHko mOmmenko, Mcnanackas cobaka, MHawiickwil mmum,
Wpnaunckuii Oymsrepeep, HpmaHackuii KpacHO-Oenibni cerrep, MpnaHackwii kpacHsii certep, Hpmanackuit
crapdopmmupckuii 6ynprepbep, Upmanackuii Tepeep, Mpraanackuii BOAIHONW CHaHWCTh, PIaHACKHH BOJIKOIAB,
Hcrpuiickas KOPOTKOIIEPCTHAA TroH4as, MCTpmiickas »KeCTKOMIEPCTHAsA roH4asd, MrtampdHCkas neBpeTka, JKek-
paccen-tepeep, Hemenxuii srarepsep, HBeackuii smkxaysa, SAnonckuil XuH, SnoHCkui mmun, SMOHCKHH TEphEp,
Jbxonanru, Kaiikanu, Kan, Kanran, Kannm, Kapakauanckas codaka, Kapempsckas measesxps cobaka, Kparmickas
osuapka, Keecxonn, Keppu-6urmps, Keppu-6imo-teprep, Kasanep xunr-vapie3-cnanuenb, Koposesckas oBuapka,
Kunramanu, Kumry, Komounop, Koukepxonase, Kymm, Kopeiickuit unano, Kopetickuit mactud, Kpompopaeumep,
Kynsmunckas osuapka, Kypu, Kysac, Kait neo, Jlabpamop xacku, JlabGpamop-perpusep, Jlarorro-pomannoiio,
JletixneHn-tepnep, Jlankanmpckuit xunep, Jlanacup, Jlomapckas oneHeronHas codaxa, Jieonteprep, JIxacckuii amco,
JlutoBckas roHuyas, JlMMHHOmMEpCTHBIM yummeT, bpuHmusckas OoifmoBas cobaka, Manad nbBuHas cobaxa,
Benrepckuii arap, bompmas npesecHas ronuad, Manstuiickas 6010HKa, Maruectep-Tepsep, MapeMmMo-aOpyIikas
osuapka, MakHa6, Kcomoutikyuntian, MUHHATIOpPHAS aBCTpaHiiCKas OBUapka, MuHHATIOpHBIH DoxcTephep,
Munnatropssiii [Tuauep, Munnatopasiii [ITHaynep, Munnatiopusii CHOHpCKuil Xacku, PyMbIHCKas MHOpHTCKAs
oBuapka, Momocckas cobaka, UepHoropckas ropHas roH4as, MOCKOBCKas CTOpOkeBas, MOCKOBCKHiII BOZO0A3,
Tl'opnas ronuas, Kentykckad ropHas rowdas, Myxkxyuunec, Myau, Kapasannaa 6op3zas, boasmoii MroHCTEpICHIED,
Maurstii MroHcTEpIcHAE, KypuaBomepcTHslii petpusep ¢ peku Myppeii, Heanonmuranckuii mactud, HetopaysmieHz,
Hosorsuneiickas noromas codaka, Hopdomk-cnmanuens, Hopgpomk-tepsep, HopooTTeHCKas naiika, CeBepHas Buris,
CesepHas mHyntckas cobaxa, Hopsexckuit Oyxynn, Hopmeskckuii cepsiii 3nkxyHA, HopBekCkuil TyHACXYHA,
Hopsuu-teprep, Hopomotnanackuii perpusep, Crapomarckuii moitHTep, boOTeiin, CrapoaHrmuiickuii OyJIbaor,
UepHo-moamasnid Tepbep, CTapoHeMenkas osuapka, Ctapoanriamickuii Oympaor, Orrepxayna, HaBappckuii mayuoH,
Ileticmu-teprep, KouruHeHTanbHbIH TOH-cmanuenb, Ilapcon-paccen-tepeep, Ilarepaeiin-tepoep, Ilekunec,
Kanapckuii mor, Ka-ne-60, Ilepyanckas opxuacs waHkos, @amcH, ®apaoHoBa codaka, [TukapAuiCKuii CTAHUCITH,
ITnorr-xayun, Ilogenko Kawnapwo, Iloitatep, Ilomsckuii orap, Ilomsckas rowuas, [lobckass HU3WHHAS OBYApKa,
IMomeckas moxramsHckas opuapka, [lomepanckmit mmwn, [loHT-0memepckuii cmanmenb, [Iymems, Dapdoposast
ronyas, [lopryraneckuii noaenro, [lopryraneckuii [Toftatep, [TopTyrambsckas Boauas cobaka, [Ipakckuii KpeicapuK,
[Mynems-motiarep, Momnc, Ilymm, ITymm, Ilynrcan, ITupenelickuii mactud, ITupeneiickas osuapka, Padeiipy ay
AncHtexy, Pamkananaitsm, Pammypckas 6op3ag, O6maBHas OpasmibCKas TOH4YAA, AHAANY3CKHH paToHCpo, Pat-
Tepeep, KpacHenii xyaxayHna, Poaesmiickuii pumkoek, Porseiinep, Pycckuit oXoTHHUHI CaHWETb, Pycckuii TOH,
Pyccko-eppomeiickas maiika, Jhxek-paccen-tepsep, Bomups cobaka Capnoca, Ucmanckas rowmwas, [lepcuackas
omuapka, Upanckas Maszaunaparn Osuapka, Caxammackuii xackw, Camoxu, Camoen, Cancapu, [lapmmanwHan,
MameHnya, Mumnepcresape, Cxummepke, Crapoxopsarckas Oopsasd, Puscnmmayuep, Munnatropasni [ITHaymep,
ITxayuep cpemnwmii, [Belinapckas ronyas, Manas mseinapckas roxyas, JTHHHOMEPCTHBIN KoL, JupXayHI,
[Mormanackuii Teppep, CrmxeM-tepbep, UTanpsHCKas kopoTkomepcTHas romdas, CumOmpckas e3mosas codaxa,
Cepockas romuas, CepOckas tpexusetHas ronyas, [apmeit, [enrn, Cuba-uny, [Iu-toy, Cuxoxy, [Iumonckas
osuapka, bomonka, Cubupckuii xacku, Lllenkoeucterii BuHAXayHA, Cunrameckas roruas, Ckafirepeep, Cororn,
Crosarkwii uysau, CroBankuii rpy0omepcTHbI craBay, Crrosankwii komos, CMamaHaCKas roH4aq, Manias rpeucckas

cobaka, pmasackuii MATKOIIEPCTHBIN MIICHHYHBIH Tepbep, FOkHOpycckas oBuapka, HOxxHas ronuas, Mcnanckuit
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mactu(, Ucnanckaa BoagHas codaka, CrnunoHe, Jlykac-tepeep, CenOepHap, Manbnii HpropayHamcHn, CraObuxyH,
Crappopmump Oymsreprep, [oruas Creana, Asctpuiickuii 6pymacTerii Opakk, Cyccekc-cnanmens, [IIBeackmii
manxyHsa, [seackuii BampxyHz, [lIseackuit burae, Meapexkps kaHaackas codaka tanraH, TaiiraH, TamackaHckas
cobaxka, Teamu Py3eenst Teprep, Temomuan, Tenrepduna-tepoep, Tatickuii 6anrky, Talickuii pumkOek, THOeTCKmi
mactud, Tuberckuii cmanmens, Tuberckuii Tepeep, TopHbsik, Toca-uHy, Toi-Oympror, Toii-®Doxcrepsep, Toii-
Manuectep-tepeep, Tpuunr Krop, TpunH-yoKep KyHXayHI, THPOJBCKAA TOHYAsA, YTOHAraH, BeHrepckas BBDKIA,
Bonpnmao uraneaHo, Betimapanep, Benpm-kopru kapauras, Bexsm xopru neMOpok, Yansckas opuapka, Bemipim-
ChpuHTep-Cnanuenb, Bempmrepbep, Becr-xalineHa-yaiT-tepbep, 3amamHocmOMpCcKkas maiika, Bectdansckas
TakcooOpazHasid ToH4asd, BerrepxyH, Yummer, Bemprii amrmmiickuii Oympaor, bemas mBeinmapckas oBdapka,
Benrepckas JkecTkomepcTHas Bepkma, Ipuddon Kopramsca m Mopxkmmpekuii Tepbep. COTNACHO HEKOTOPBIM
BapUAHTAM OCY IECTBIICHHS MOy JISLHSA BKIIOYACT OJHY HIH HECKOJIBbKO YHCTOKPOBHBIX COOAK (HaIPUMEP, HMEIOIIHX
OJIMH THUII TIOPOJBI) HIH OJHY HJIH HECKOJBKO COOAK CMEIIAHHOH MOPOABI (HANPHMEDP, HMCIOIUX HECKOJIBKO TUIIOB
mopox). CoraacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHSA TMOMYJIANUA MPEACTABIACT COOOH MOMYJIAINMIO COOaK
cmemanHoit mopoasl, umeromux JHK u3 moboro uncna (Hampumep, 1, 2, 3,4, 5, 6, 7, 8, 9, 10 wm 6onee 10) wm
KOMOHHAIIMH YUCTOKPOBHBIX COOAK.

[0038] CoraacHO HEKOTOPBIM BAPHAHTAM OCYLICCTBIICHHS TAIUIOTHIHYCCKHE JAHHBIC MOIYYAOT MyTEM
00pabOTKH ICHOTHUIMYCCKHX MAHHBIX IOMYJIIIMH TECTHPYEMBIX HHAMBHIYYMOB C TNPHMCHEHHEM alropHTMa
(ha3uposaHus ramaoTUnoB. COrIacHO HEKOTOPHIM BAPHAHTAM OCYINECTBICHHA aITOPUTM (Pa3HPOBAHMA IAIUIOTHIIOB
COACPHUT airoputr™M (hpa3HpOBAaHWA TAIUIOTHIIOB HAa OCHOBE OJTajoHa. COIJIACHO HEKOTOPHIM BapHaHTaM
OCYLIECTBJICHUS aJrOpHTM (Da3HpOBAHMA TaIJIOTUIIOB HA OCHOBE STAJOHA COACPIKHT MOMCK HA OCHOBE CKPBITOM
moaem Mapkosa. COrTacHO HEKOTOPBIM BAPHAHTAM OCYIIECTBICHUS ATOPUTM (Da3HPOBAHHUS TAIUIOTHIIOB HA OCHOBC
stamoHa coacpxkut amroputMm Eaglel, amropurm Eagle2, amroputm PHASE, amropurm fastPHASE, aaropurm
BEAGLE, anropurm Findhap, amropurm Impute, anropurm FImpute, anropurm Alphalmpute, anropurm IMPUTE2,
anmroputm MaCH, anropurm SHAPEIT1, anropurm SHAPEIT2, anroputm SHAPEIT3, anropurm SHAPEIT4 nm
nx koMOuHanui0. COrTacHO HEKOTOPBIM BAPHAHTAM OCYIICCTBICHHUS ANTOPUTM (Da3HPOBAHHUS TAMJIOTHIIOB COACP)KUT
anroput™ (pa3HPOBAHMS TAIIOTHIIOB HA OCHOBE KOTOPT.

[0039] CormacHO HEKOTOPBIM BAPHAHTAM OCYINCCTBJICHHA T'CHOTHIHYCCKHC JAHHBIC MOTYYAKOT MyTCM
OLICHKH OHOJOTHYCCKHX OOpa3LOB, B3ATHIX Y HOMYJLIHH TCCTUPYEMBIX HHAMBHAYYMOB. COINIACHO HEKOTOPBIM
BAPHAHTAM OCYIICCTBICHHUA OHOJIOTHUCCKAC 00PA3IIBI COACPIKAT 0OPasIbl KPOBH, 00PA3IIBI CTFOHEI, 00Pa3Ibl MA3KOB,
00pasmp! KISTOK WM 00pa3ns! TKaHeH. COTTacHO HEKOTOPHIM BAPHAHTAM OCYINECCTBIICHHS OLCHKA MPEAY CMAaTPHBACT
CCKBCHHPOBAHUE OMOJOTHYCCKUX 00Pa3OB WIH HX MPOU3BOIHBIX.

[0040] CornacHO HEKOTOPHIM BAPHAHTAM OCYIIECCTBICHHUS MHOKECTBO TCHETHICCKAX MAPKEPOB COACPKUT
no MeHeIIel Mepe okono 500, mo MeHpmeH Mepe okono 1000, mo MeHpmer Mepe okojo 2000, mo MeHbIIEH Mepe
okxon0 3000, mo meHbmel Mepe okoa0 4000, mo MeHpmel Mepe okoao 5000, mo MeHpImEH Mepe oxoa0 6000, mo
MeHbIneil Mepe okono 7000, mo MeHbmeH Mepe okoa0 8000, mo MeHsIeH Mepe okono 9000 Hm Mo MEHbIICH Mepe
0k0710 10000 pa3nMyHBIX TCHETUYECKUX MAPKEPOB.

[0041] CornacHo HEKOTOPBIM BAPHAHTAM OCYINCCTBJICHHS CONOCTABJICHHE CEIMEHTOB TallJIOTHITHYCCKUX
JAHHBIX, KOTOPBIC HACHTHYHBI IO IPOHMCXOKACHWIO, mpeaycMmarpusaet mpmMmeneHue aixropurMa GERMLINE,
amroputma PLINK, amropmtma PREST, amropmrva cnyuaiinoit mpoekumm 1 obmapykewms IBD (RaPID),
anmropurma ObicTporo oOHapyxeHHsS IBD o0mmx rammorunos (FISHR), ycoBepmieHCTBOBAaHHOTO airopuTMa
uneHTHYHOCTH o mpomcxokacHuio (IBD), amropuwrma fastIBD, amropurma KING, amroputma HaploScore,

agropurmMa TRUFFLE win nx xomOuHarmm. COTjIacHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHA MPCABAPHUTCIEHO
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ONPEACIICHHBIN TOPOTOBBIN pasMep COCTABIAET 0K0JI0 100 ThICAY map HyKICOTUAOB (T.ILH.), 0K0J0 200 T.1.H., OKOJIO
300 t.1.H., okoj0 400 T.1m.H., okoJo 500 1.1m.H., okoJo 600 T.1m.H., okoJsio 700 T.1m.H., okoJsio 800 T.1m.H., okoJio 900 T.1.H.
mwi 0koj0 1000 T.mH. COrJiacHO HCKOTOPBIM BapHAHTAM OCYIICCTBIICHHS MPCIABAPHTCIFHO OMPCACICHHOS YUCIIO
TECHETHYECKUX MAPKEPOB COCTABIACT OKOJ0 30, oxosio 40, oxoso 50, okoso 60, oxoso 70, okoso 80, okoso 90 wm
0k0710 100 pa3nHYHBIX TCHETUIECKUX MAPKEPOB.

[0042] CormacHO HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO MPCAYCMATPHBACT
Pa3acaCHUC COBINABIIUX CCIMCHTOB, TAK YTO ZUCKPETHBIC ITCHOMHBIC HHTCPBAJIbl MHOKCCTBA JUCKPETHBIX TCHOMHBIX
HHTCPBAJIOB HMCIOT PaBHBIH pa3Mep. COracHO HEKOTOPBHIM BAPHAHTAM OCYINCCTBICHHA CIMOCOO JOTIOTHHUTCIIEHO
npeayCcMarpuBacT pasaCJICHUC COBIABINHX CCTMCHTOB, TaK YTO AUCKPCTHBIC T'CHOMHBIC HHTCPBAJIBI MHOKCCTBA
JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HMMCIOT BapuabeibHBIH pasmep. COriacHO HEKOTOPBIM —BapHAHTAM
OCYIICCTBJICHHS BapHaOCITBHBIH pa3MEp JAHHOTO AUCKPETHOTO TCHOMHOTO HHTEPBAJa MHOXKECTBA TUCKPETHBIX
TCHOMHBIX HHTCPBAJIOB ONPEACILIIOT, IO MCHBIICH MECPC YaCTHTHO, HA OCHOBC HAYAJIBbHOTO ITOJIOKCHUA H KOHCYHOT O
MOJOKCHUA coBHnaacHHi IBD, NMPOKCHMANBHBIX JAHHOMY JHCKPETHOMY TIEHOMHOMY HHTEPBANY, IIOTHOCTH
TCHOMHBIX MAPKCPOB B TAHHOM JHCKPCTHOM I'CHOMHOM HHTEPBAJIC, MAKCHMAILHOTO YHC]Ia MAPKEPOB IS JAHHOTO
JUCKPETHOTO TCHOMHOT'O HHTEPBAJIA, MAKCHMAIBHON JIHHBI JAHHOTO JUCKPETHOTO TCHOMHOTO HHTEPBAJIA WU HX
KOMOHHAIIHH.

[0043] CoriacHO HEKOTOPBIM BApPHAHTAM OCYLICCTBICHHUS CHOCOO JOMOJHHTCIBHO MPETyCMATPHBACT
OLCHKY KQKIOTO W3 MHOKCCTBA JUCKPECTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBE (i) CTCTIICHH COBHNAACHHS IO
TOMOBHUTOTHOCTH JHCKPETHOTO TCHOMHOTO MHTECPBAJIA Y MEPBOTO HHIWBHAYYMAa HJIM BTOPOTO HHAWBHIyyMa U (ii)
CTCTICHH MOMAPHOTO COBHNAACHHS IUCKPETHOTO TCHOMHOTO HHTEPBAJIA MEKIY NMEPBBIM HHIUBHIYYMOM H BTOPBIM
HHIUBHAYYMOM, C TOJyHCHHEM TAKHM 00Pa30M MHO’KECTBA OLICHOK COBIAJCHHUS IO TOMO3HUTOTHOCTH H MHOKESCTBA
OLCHOK momapHoro coBmaacHus. COTJIAaCHO HEKOTOPHIM BAPHAHTAM OCYIIECTBICHHS CIIOCOO JOTOJHHTCIBHO
MPSAY CMAaTPHBACT KOPPESKTHPOBKY MHOKECTBA OLICHOK MOTAPHOTO COBMAACHUA HA OCHOBC COTJIACOBAHHOCTH JAHHOM
OIICHKH TOMAPHOTO COBMAIACHHA C COOTBCTCTBYIOINCH OICHKOH COBMAACHHA MO TOMO3HTOTHOCTH, C IOJIYYCHHCM
TakuM 00pa30M MHOKCCTBA CKOPPCKTHPOBAHHBIX OLICHOK MOTIAPHOTO COBIIAICHHUSL.

[0044] CormacHO HECKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO NPCIYCMATPHBACT
TIPHCBOCHUC MHOJKCCTBA BCCOB MHOXKCCTBY AUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC MHOKCCTBA COCTOSHHIT
HACHTUYHOCTH OJI1 ABYX awieacu Y ABYX OUIINIOMOHBIX HWHIWBUIYYMOB. CoracHo HCKOTOPBIM BApPHAHTAM
OCYIICCTBIICHHA MHOXKCCTBO COCTOSHHHA HMACHTHYHOCTH COACPIKHT COCTOSHHUS HIACHTHYHOCTH, BBIOPAHHBIC W3
TaGmausr 1, 1 MHOKECTBO BECOB MPHCBAUBAIOT HA OCHOBE MHOKECTBA BKJIAZOB B POJCTBO Ty, KAK NMEPEUHCIICHO B
Tabmume 1. CormacHO HECKOTOPHIM BApHAHTAM OCYIICCTBICHHS CTCICHb POIACTBCHHOTO OTHOINCHHSA COJCPIKHT
ko3(puumecHT POACTBCHHOTO OTHOWCHHWA. COTITACHO HCKOTOPHIM BAPHAHTAM OCYIICCTBICHHA — CIOCO0
JOMOJHHUTCIBHO NPEAyCMATPUBACT BBIMHCICHHUC B3BCHICHHOI CYMMBI i1 MHOKCCTBA AUCKPCTHBIX TCHOMHBIX

HHTCPBAJIOB COBIIABIICTO CCTMCHTA, rac B3BCHICHHAA cymma BBIPA’KCHA TIOCPEACTBOM:

_ AL +47+(0,75x 43) + (0,5 x A8)
Tyy = - . CormacHO HCKOTOPBIM BAPHAHTAM OCYIICCTBICHHA CTCICHD POJICTBCHHOTO

OTHONICHUA COACPKHUT Kod(dumueHt poxacta. CormacHO HEKOTOPEIM BapHAHTAM OCYHICCTBICHHS CHOCO0
JOTIOJTHUTCITEHO TPEIYyCMATPUBACT BBIYKHCIICHHC B3BCIICHHOH CYMMBI [UIi MHOJKSCTBA THCKPETHBIX TCHOMHBIX

HHTCPBAJIOB COBNABIICTO CCTMCHTA, TAC B3BCIICHHAA CYMMa BBIPAXKCHA NMOCPEACTBOM

_ A1+(0,5 x (43 + A7)) + (0,25 x 48)

Ky = . .

[0045] CornacHo HEKOTOPBHIM BAPHAHTAM OCYIICCTBICHHS OIICHKA CTCTICHH POJCTBEHHOTO OTHOIICHHS

MEKAY NEPBBIM HHAWBUAYYMOM H BTOPHIM HHAMBHIAYYMOM IIPEAyCMATPHBACT ONPEACICHUC CTCIICHH HHOPHIWHTA
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MCPBOTO WHAWBUAYYMA WIH BTOPOTO HHAMBHAyyMA. COTJIACHO HCKOTOPHIM BAPHAHTAM OCYINCCTBICHHA OICHKA
CTENEHH POJCTBEHHOTO OTHOIICHHS MEXKIY NEPBBIM HHIUBHAYYMOM H BTOPBIM HHIMBHAYYMOM IIPENyCMATPHBACT
OTIpPE/ICTICHNE CTCIICHM WHOPHAWHTA TEPBOTC HHIMBHAYYMa M BTOpPOro WHAuBHAyyMa. COITIACHO HEKOTOPBIM
BapPHAHTAM OCYIICCTBICHUSA CIIOCO0 TOMOTHUTEIHHO MPEAY CMATPHBACT OMPEACICHAC CCMCHHON B3aHMOCBSI3H MCIKIY
TICPBBIM HHAMBHAYYMOM M BTOPHIM HHIAWBHIYYMOM HA OCHOBE, II0 MCHBINCH MEPE YaCTHYHO, CTCIICHH HHOPUIWHTA
MCPBOTO WHAWBHAYYMA W BTOPOTO HHAWBHAYYMA. COTJIACHO HEKOTOPHIM BAPHAHTAM OCYIICCTBIICHHS CEMCHHAS
B3aHMOCB:3b IPCACTABIACT COOOH B3aHMOCBA3h POAHUTCIBL-PCOCHOK, B3aHMOCBI3h OpaT-CeCTpPa, B3aHMOCBA3b
TCTS/ AANA-TIICMAHHUK/ TUICMAHHHLA, B3AHMOCB3b HA YPOBHE BOFOPOIHBIN OpaT/IBOFOPOIHAS CECTPA, B3AHMOCB3h
0alymka/aeymKa-BHYK/BHYYKA WJIM B3aHMOCBA3h mpabaOyIika/mpanaeay mKa-mpaBHyK/mpaBHyuka. CoriacHO
HCKOTOPBIM BapHAHTAM OCYIICCTBICHHA CEMCHHAS B3aHMOCBA3b MPUBCIACHA KAK B3AHMOCBS3b MCKAY MApPOH JTFOICH,
TaKuM 00pa3oM, YTO CTENICHb POJCTBEHHOTO OTHOIICHUS METY MEPBBIM HHIHBHIYYMOM H BTOPBIM HHIUBHIYYMOM
COMOCTAaBUMA CO CTCICHBIO POJCTBCHHOTO OTHOIICHUSA, OKHIACMON Mekay mapoit monci. CorlacHO HEKOTOPHIM
BapPHAHTAM OCYIICCTBJICHHS B3aHMOCBS3b MPEACTABILICT COO0H B3aHMOCBA3b POIUTEIHL-PCOCHOK, B3AUMOCBA3h Opat-
CECTPa, B3AMMOCBA3b TCTSA/IANA-IUICMAHHUK/ TUICMSHHUIA, B3AUMOCBA3b HA YPOBHE JBOIOPOIHBIN Opar/aBoropoaHast
CecTpa,  B3aUMOCBM3b  OalyIUka/AeAyIIKA-BHYK/BHYYKA  HWJIH  B3aHMOCBs3b  mpabalyImka/mpameymika-
NPaBHYK/IPaBHY KA.

[0046] CoriacHO HEKOTOPBIM BApPHAHTAM OCYLICCTBICHHUS CHOCOO JOMOJHHUTCIBHO MPETyCMATPHBACT
OTPECICHUE 0KHIACMOH CTCNCHH HHOPHIWHIA MOTCHUUAIBHOIO MOTOMCTBA NEPBOIO HHAWBHIAYYMA H BTOPOTO
uHauBHAyyMa. COTJIAaCHO HEKOTOPBIM BAPHAHTAM OCYINCCTBICHHS CINOCOO JOMOJTHHTCIBHO MPEIyCMATPHBACT
ONpENCICHUEC PEKOMCHIAMHY, YKA3bIBAIOINCH, CICAYEeT M CKPEIIMBATH IIEPBOIO HMHAMBHAYYMAa H BTOPOTO
WHIUBHAYYMA BMCCTE HAa OCHOBC OJKHIACMOW CTCNCHH WHOPHAWHTA NOTCHIMAIBHOTO IOTOMCTBA IIEPBOTO
HHIWBHIAYYMA U BTOPOT0 HHIAABHAYYMA. COTJIACHO HCKOTOPHIM BAPHAHTAM OCYIICCTBIICHHSA CTOCO0 JOTIOTHHTCIHHO
MPSAY CMAaTPHBACT ONPEICICHUC PCKOMCHIAIUH, YKA3BIBAIOMICH, UTO CICAYCT CKPCIIUBATH NICPBOTO HHIUBHIYYMA H
BTOPOTO HWHAWBHAYYMA BMCCTC, KOrAa OXHIOACMasA CTCIICHB nH6pn;m1—[ra MOTCHIHAJIBHOTO ITIOTOMCTBA NCPBOTO
HHIWBHAYYMA W BTOPOTO HHAWMBHIYYMA HC MPCBHINACT MPCABAPHUTCIBHO ONMPCACICHHYIO MOPOTOBYH) CTCIICHD
uHOpHauHTa. COTJAaCHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO TPCIYCMATPHBACT
OTPCICICHAUC PCKOMCHAALMY, YKA3BIBAIOMICH, YTO HE CICAYCT CKPCHIMBATH IICPBOTO HWHIWBHAYYMA H BTOPOTO
HHOIUBHAYYMA BMCCTC, KOTAA OKHAACMAA CTCTICHD I/m6pwmnra MOTCHIUAJIBHOTO MOTOMCTBA IICPBOIr0 HHOAUBHAYYMA
H BTOPOTO HHAWBHAYYMA MPCBIMIACT MPCABAPHUTCIIFHO OMPSACICHHYIO TOPOTOBYIO CTCIICHD HHOpuANHTA. COTIacHO
HCKOTOPHIM BApPHAHTAM OCYINCCTBICHHA MPCABAPUTCIIFHO OMPCACIACHHAS TOPOTroBas CTCICHb WHOPHIMHTA
cocrasmieT okoiao 0,10, okomo 0,15, oxomo 0,20, oxono 0,25, oxoio 0,30, okomo 0,35, oxono 0,40, oxomo 0,45 wm
okomo 0,50.

[0047] CormacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO NPCAYCMATPHBACT
TIOJTyYCHUE COLMANBHONW CBS3M MEXKIY TNEPBBIM CYOBEKTOM, CBS3AHHBIM C INCPBBIM HHAMBHIYYMOM, W BTOPBIM
Cy6’BeKTOM, CBA3AHHBIM CO BTOPBIM HHAWUBHIYYMOM, HA OCHOBC, IIO MCHBIICH MEPC YaCTHIHO, OL[CHI/IBaCMoﬁ CTCTICHHU
POACTBCHHOTO OTHOLICHUA MCXKAY INCPBBIM HHAWBHAYYMOM H BTOPBIM HHIWBHAYYMOM. CoracHo HCKOTOPBIM
BAPHAHTAM OCYIICCTBJICHHA COMUABHYIO CBA3h MOJMYYAKOT, KOTJA ONCHHBACMAs CTCIICHD POJACTBCHHOTO OTHOIICHHS
MEXIY MEPBBIM HHIUBHIYYMOM H BTOPBIM HHIMBHIYYMOM IPEBBIIIACT NPEABAPHTEIBLHO OMPEACICHHOE MTOPOTOBOE
3HaucHHC. COTTaCHO HCKOTOPBIM BAPHAHTAM OCYIICCTBIICHHUS MPCIBAPUTCIIHEHO OMPEACICHHOS MOPOTOBOC 3HAUCHIC
coctasieT okoJo 0,00001, okomo 0,0001, okomo 0,001, oxono 0,01, okomo 0,02, okomo 0,04, oxoo 0,06, oxoo 0,08,
okouo 0,1, oxomno 0,12, oxomno 0,14, oxono 0,16, okomo 0,18, okomo 0,2, okono 0,25, oxomo 0,3, okoo 0,35, okoyo

0.4, oxomo 0,45 wmm oxoao 0,5, CormacHO HCKOTOPHIM BAPHAHTAM OCYINCCTBJICHHSA CONHAIBHYIO CBA3h TOJYHAFOT
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TIOCPEACTBOM CETH COIMANBHBIX ceTel. COTIIacHO HEKOTOPBIM BAPHAHTAM OCYLICCTBICHHS NIEPBBIH CYOBEKT SBIIICTCS
BJAACTBIEM NEPBOTO MHAWBHIYYMA B KQYECTBE JOMAIIHETO >KUBOTHOTO, M BTOPOH CYOBEKT ABILIETCS BIAJCIbLEM
BTOPOTO HHAMBHIAYYMAa B KAUECTBE JOMAIIHETO )KHBOTHOTO. COTIaCHO HEKOTOPBHIM BAPHAHTAM OCYIIECCTBICHUS OTHH
H TOT K€ CYOBCKT ABJACTCA BJIAJICIBIEM NIEPBOTO HHAWBHIYYMA M BTOPOTO HHAMBHAYYMa B KaUECTBE JOMAIIHETO
>KkHBOTHOTO. COTJIACHO HEKOTOPHIM BAapPHAHTAM OCYIHICCTBICHHUS MONYyUYCHHE COLHMAJIBHOHW CBA3H MEKAY IHECPBBIM
CyOBEKTOM H BTOPBIM CYOBEKTOM IIPEIyCMATPHBACT NPEAOCTABJICHHE MECTOIOJIOKCHHS MEPBOTO CyOBEKTA HIIH
BTOpOTO CyOBeKTa. COTJIaCHO HEKOTOPHIM BAPHAHTAM OCYIIECTBIICHHS IOy YCHUE COLIMAIBHOH CBSI3H MEXIY IIEPBBIM
CYOBEKTOM H BTOPBIM CYOBEKTOM IPEIyCMATPHBACT MPEIOCTABICHHE KOMMYHHKAIMOHHONW CBA3H MEXIY HECPBBIM
CYOBEKTOM U BTOPBIM CyOBEKTOM.

[0048] CormacHO HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO INPEAYCMATPHUBACT
HICHTU(PHKAIIMIO CEMCHHOM B3aUMOCBS3H MKy NCPBBIM HHAUBHIAYYMOM H BTOPHIM HHAWBHIYYMOM HA OCHOBE, IO
MEHBIICH Mepe YaCTHYHO, CTENICHH POACTBCHHOTO OTHOIICHHUA. COIacHO HEKOTOPHIM BapHAHTAM OCYILCCTBIICHH
CeMEHHast1 B3aUMOCBS3b IPEACTABIICT COOOH B3aMMOCBA3b POJUTCIB-PEOCHOK, B3AaUMOCBA3b Opar-cecTpa,
B3aUMOCBSI3b TCTS/ IANA-IUICMAHHUK/TUICMSHHHILA, B3AHMOCBA3b Ha YPOBHE BOIOPOJHBIN OpaT/IBOIOPOIHAS CECTPA,
B3aUMOCBs3b 0a0yIIKa/Ie Ty IKa-BHYK/BHYYKA HJIH B3aHMOCBS3b MpadalyInka/mpaaeaynIka-mpaBHy K/ IPAaBHYYKA.
CoriacHO HEKOTOPBHIM BapHaHTAM OCYIICCTBICHHA CEMEHHAsd B3aUMOCBA3b NPHBEICHA KAK B3AaHMOCBS3bh MEMXIY
mapoi MOJCH, TAKHM 00Pa30M, YTO CTEICHb POACTBCHHOTO OTHOIICHHUS MEKAY NEPBBIM HHIUBHIYYMOM H BTOPBIM
HHIMBUIYYMOM COIIOCTABHMA CO CTETICHBIO POACTBCHHOTO OTHOIICHHUS, O’KHIaeMOH MeXkay mapoi moaei. CoriacHo
HEKOTOPHIM BapHaHTAM OCYINECTBICHHA B3aHMOCBS3b IPEACTABIACT COOOH B3aHMOCBS3b POAUTEIIH-PEOCHOK,
B3aHMOCBS3b OpaT-cecTpa, B3aHMOCBA3b TETs/ I II-IUICMIHHUK/TTIEMHHHLA, B3AUMOCBA3b HAa YPOBHE JBOIOPOIHBIIH
Opat/aBorOpOIHAS cecrTpa, B3aHMOCBSI3b 6aby1ka/ae Ay mKa-BHY K/BHY YKa HIH B3aHMOCBS3b
mpabaly1mka/mpaae y IKa-paBHy K/ TPABHY YKA.

[0049] CormacHO HCKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOIOJHHTCIBHO NPCIYCMATPHBACT
HICHTH(HKALWIO, I KAKIOTO M3 OJHOTO MWJIM HCCKONBKHX WHAWBHAYYMOB TOMYJSAIUH TCCTHPYESMBIX
HHIUBHIYYMOB, CTAaTyCa MPUCYTCTBHS, OTCYTCTBHS, PHCKA WJIH HOCHTEIS TCHETHYCCKOTO COCTOSIHHS HJTH COCTOSIHHS
300poBbs Y WHAMBHAYYMa. COTJNACHO HEKOTOPHIM BAPHAHTAM OCYINCCTBJICHHS TCHETHYCCKOC COCTOSHHC WITH
COCTOSHHC 3A0POBBA BBIOpAaHO W3 rpymmbl, coctosmeir w3 TpomOomarum (RASGRP2 3x3om 8), Jeduumra
mapysarkuaassl (PKLR Ox30n 7 BapuanTt monca), Jedunura pakropa IX, I'emopmmu B (F9 Ox30u 7, Bapuanr
Tepeepa), Hdepummra mupyeatkwHazel (PKLR Ox3oH 7 Bapuwasr Burma), P2Y12 HapymeHus TpoMOOIMTOB
peuenropos (P2RY 12), Tpombactennu [ manmmansa tuna [ (ITGA2B Ox3oH 12), Bonesnn ¢poun BunneOpanaa tuna
II, VWD tmma II (VWF), Asomamu Meii-Xerrmaa (MYHY), Tpombomarnun (RASGRP2 3x3on 5, Bapuant
AMepuKaHCKOH 3¢KUMOCCKO# cobakm), dedumura pakropa IX, lemodpumu B (F9 Ox30u 7, Bapuant Poxaesuiickoro
pumxdeka), bonesan ¢por Bumnedparga tuma 1 (VWF), SmmmronuTosa cobak (SPTB 3x3om 30), HapymeHus
aaresun aeiikommTos codak tuma 111, LAD3 (FERMT3), Jdeduumra npoxammkpernHa (KLKB1 3x30H 8), bonesnu
(por BunneOparga tuma 111, VWD tuma [T (VWF Ox3o0H 4), edpumuta pakropa VIII, Temodumuu A (F8 Sx30H 10,
Bapmant bokcepa), Curapoma 3axsaucHHBIX Helitpodunos (VPS13B), [Jedpuunra mupysatkuHassl (PKLR Dx30H 7
Bapuant nadpamopa), Tpombomarnun (RASGRP2 Ox3om 5, Bapmant baccer-xaynna), Jeuunra mupyBaTKAHA3H
(PKLR 2x301 5), deuunra paxropa VI, 'emopummu A (F8 Ox30u 1, Bapuant ouapku 2), Jedummra paxropa
VII (F7 2x30H 5), Bpoxacauoit makporpombormroncand (TUBB1 Oxson 1, Bapmant Kapanmep kuwHTr-4apibp3-
cnanneng), Jluraeosnoro memOpanuta, LM (PLG), [depunura mupysatkuHasel (PKLR 3x3on 10), [dedumura
¢axropa VIII, T'emopummu A (F8 Ox3zom 11, Bapmanr opuapku 1), Jpyrux cucteM, AyTOBOCHAIHTEIHHOTO

3a0onceanma mmapmes, SPAID, Jluxopagkun mapmes (MTBP), AyTocOMHO-PCHCCCHBHOW AWCIIAHH 3SMAITH,
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Hacnencreennoif rumomnazmm Smamu 3y0a (Bapwant wuramesHCko# neBperkn), CHHIpOMa IEPCHCTCHIHHU
MIOIIEpoBBIX PpoToKoB, PMDS (AMHR?2), Bectu6ymiproro cuaapoma u rayxots! Jlodepmanos, DVDob, DINGS,
Hapymennii rma3, IIporpeccupyromeii atpopuu cerdarkm, crd2 (IQCB1), IlepBuuyHOTO BBHIBHXA XPYCTATHKA
(ADAMTS17), T'naykoMel epBHYHON OTKPBITOYTOJBHON Tmaykomsl (ADAMTS17 Dx3o0w 2), [Iporpeccupyromeit
arpoduu cetuatky, crdl (PDE6B), IIporpeccupyromeii arpopun ceruarku, redl [Tanouxo-KOHYCHOM THCIIA3ZHH,
rcd1 (PDE6B 3x30H 21 Bapuant Mipiaanackoro kpacHoOro cerrepa), Amomanuu ria3 Ko, I'unomnasuu cocy muctoit
obomouku rina3a, CEA (NHEJ1), TIporpeccupyromeii arpopuu ceruatku (SAG), Axpomaroncuu (CNGA3 Ox30H 7
Bapuant Hemerkoit osuapku), MynsruokameHOW permHOmatmu codak cmr2 (BEST1 3Ox3om 5), I'maykomsr
TMCPBUYHON OTKPBITOYTOMbHON riaykoMbl (ADAMTS17 Ox3ou 11), IIporpeccupyromeii atpopun ceryarku, pred
IIporpeccuBHO#i AereHEepauu Najao4YKo-Koa00ukoBoro orpeska (PRCD Ox3on 1), HacneaCcTBEHHBIX KaTapakT,
Pannux xarapakr, FOHomeckux xarapakr (HSF4 Ox3zom 9 Bapumant oBuapku), AyTOCOMHO-JOMHHAHTHOH
nporpeccupyromeit arpoduu ceryatku (RHO), Mynprudokamproii perunonaruu codak cmr3 (BEST1 Ox3om 10
SNP), Axpomaroncuu (CNGA3 Ox30H 7 Bapuant nabpagopa-perpusepa), My 1bTU(OKATFHOH PETHHONATHH COOaK
cmrl (BEST1 3x3om 2), Ilporpeccupyromeii atpoduu cerdarku, rcd3 Ilamouxo-kOHYCHOM mucruiasuu, rcd3
(PDE6A), ITporpeccupyromeii atpodpun ceruatku (CNGB1), TIporpeccupyromeii aTpo(huu CeTHaTKH 30T0THCTOTO
perpusepa 2, GR-PRA2 (TTCS8), Ilporpeccupyromeii arpodpum ceryatku, CNGA (CNGAl DOx3on 9),
Iporpeccupyromeii arpoduu cetyatku 3on0tuctoro perpusepa 1, GR-PRA1 (SLC4A3), Tlporpeccupyromieit
arpo(uu ceruarku - crdd/cordl (RPGRIP1), BposkaeHHo# cranmoHapHO# KypuHO# cnenotsl (RPE6S), Juctpoduun
porosuupsl ®epa, MCD (CHST6), I'maykombl mepBUYHOH OTKPHITOYTOJbHOH riaaykoMmel (ADAMTSI0 Dx3o0H 9),
MyastudokamsHoii perunomatuu cobak cmr3 (BEST1 DOx3om 10 J[lemeumst), [maykoMbl THEpBUYHOM
OTKpBITOyrobHOH TaaykomMsl (ADAMTS10 3x30H 17), MbImeyHbIX HapylueHui, LICHTPOSACPHOW MHOMATHH
(PTPLA), Bone3nn Tomcena (CLCN1 3x3oH 7), Hacnencreenuo# muomatuu matckoro mora (BIN1), Boseswu
Tomcena (CLCN1 3x30m 23), Mprmeunoii muctpodun (DMD Bapuaet Bemsmm kopru neMOpok), BrI3BaHHOTO
(pm3meckoii Harpy3koi kommamca (DNMI1), Msenmeuno#t auctpopuu (DMD BapuaHT 30J0THCTOTO peTpHBEpPA),
Hepunura muoctatuH, Cuaapoma Bymm-yummera (MSTN), MuotyOyaapHoi muomatuu 1, CesasamHOi ¢ X-
XpOMOCOMOH MHOTYOYIapHOH Mmuomatuu, XL-MTM (MTMI, Bapuant nmadpamopa), MeIncuHOW AHCTPOQHH
(Bapumant Kamanep xuHr-uapib3-cmaHuens 1), MynbTHCHCTEMHBIX HapymieHui, IlepBuuHO ImIHapHON
muckuaesun, PCD (CCDC39 Bx30H 3), GM1 TIaarmmosnmo3a (GLB1 Ox3ou 2), Cuaapoma [N'ypriepa tuma IIIA,
Bonesnn Canmmmnmo tama A, MPS IITA (SGSH 3x30H 6 Bapuant 1), [IproOpeTeHHOr0 HEBPOHAIBHOTO LCPOH/I-
mmo(ycruao3a (ATP13A2), GM1 Tarrnunosnnos3a (GLB1 Ox30H 15 Cuba-uny Bapuant), HespoHamsHOTO HICpOH-
mamodycimao3a 2, NCL 2 (TPP1 3x30H 4), Curapoma ['ypaepa tuma VII, Curapoma Craa, MPS VII (GUSB 3x30H
3), ®yko3umo3a codak (FUCA1L), GM1 I'aarmosnao3a (GLB1 Ok30H 15 Amackunckuii xacku Bapuant), bonesan
HakomicHusA Jlarotro (ATG4D), BposkacHHOTO KepaTOKOHBIOHKTHBHTA CHKKA W MXTHO3H(OPMHOTO JCPMATO3a,
CuHopoma kypuasoii mepctu u cyxoro riaza, CKCSID (FAMS3H Ox3ou 5), ['mukoreHOBO# Gonesan Thma VII,
Hepunura ¢ocporekcoknnass, Jedumura PFK (PFKM Vunmer w AHMHACKWH COpHHTCP-CHAHHCTh BapuaHT),
I'maxoreHoBoit 601¢3um Trna 1A, Bomesru ['upke, GSD 1A (G6PC), I'mkoreHOBO#M Gone3rn tuma VII, Jedummra
(ocorexcoxmnassl, Jdepunura PFK (PFKM Baxrensxyna Bapuant), HepporansHOro nepoua-mmnoQycuuHo3a 1,
NCL 1 (CLN5 Bopaep-xommm Bapuant), HesponamsHOTO niepona-mumodycimaosza 1, Mo3xeukosoii atakcun, NCL-
A (ARSG 3x30H 2), HesponamsHoTo epoua-mumodycrmao3a 6, NCL 6 (CLN6 3x30H 7), Curapoma ['yprepa Tuna
I, MPS 1 (IDUA), TloucuHO# WLHCTAACHOKAPIMHHOMBI W y310BOoTO Acpmarogpuopoza, RCND (FLCN 3x3oH 7),
HesporanpHoTO nepoun-mmodgycumao3a 10, NCL 10 (CTSD 3x30H 5), 1000 IHO-KICTOUHOM IcHKOUCTPO Pun,

Bonesuu Kpadoe (GALC Ox30H 5), 'mukoreHoBoit Oosie3Hu Thma II1A, GSD IITA (AGL), HeppoHanpHOTO IEpoOuI-
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mmodycmao3za (MFSD8), GM2 Taurmmosmmosza (HEXB, Ilymems Bapumant), Cesasannoii ¢ X XpoMocomoi
BPOKICHHOHN 3KTOACPMATBHON MWCIUIA3HWH, AHTHAPOTHUYCCKOW 3kroacpmamsHOll mucmnasud (EDA Hartpon 8),
HesporansHoTO 1epona-munoQycauHo3a (CLNS8 Apctpanmiickas opuapka Bapuant), HeppoHampHOTO LEpowm-
mmo¢ycmuao3a 8, NCL 8 (CLN8 Anrmmiickuii cerrep Bapuanr), HepporamsHoTO nepona-mmnodycimaosa 1, NCL
1 (PPT1 3x30H 8), HepporanpHOTO nepoua-mmnodycumao3a (CLNS BapuanT 3010THCTOTO peTpuBepa), Curapoma
I'ypaepa Tuma VII, Cunapoma Cnas, MPS VII (GUSB 3x3o0H 5), ['mukoreHooii 6osre3nu tuna 11, bonesnu [Tomre,
GSD II (GAA), GM2 T'anrmiosunoza (HEXA), Cuaapoma I'ypaepa tuma I1TA, Bonesan Candumunmo tuna A, MPS
IITA (SGSH 2x30H 6 Bapuanr 2), 3aboncBaHuii KOku u coeauHUTCIbHON TKaHH, Mxtnoza (PNPLA1), Mxtro3a
(SLC27A4), Hductpoduueckoro OymnezHoro smuaepmosa (COL7A1), Mxruo3a, OnuAepMOIHTHIECKOTO HUXTHO3A
(KRT10), Sxromepmanbroii mucmiasuu, Cuampoma xpymnkoctu koxku (PKP1), Mxrmoza (NIPAL4), Curapoma
Mycnaaguna-Jlioke (ADAMTSL2), OuvaroBoif HEINMUACPMOJHTHUYCCKOH JaJOHHO-NOJOIIBEHHON KEpaToACpMHUH,
Bpoxaennoit maxwmonumxun (KRT16), Hacrmeacreennoro mapakeparoza Hoca (SUV39H2), HacnmemctseHHOTO
runepkeparoza noaymedek Jgan (FAMS8S3G), HapymeHuif TONOBHOIO M CHHHHOTO Mo3ra, IOBeHmIBHOH
nosmHeponatuu, I lomuaeBponaruu neondeprepos 1, LPN1 (LPN1, ARHGEF10), Hapymenus tTpoguku Mo3KeUKa,
HeonaranpHo#t aereHepamuu kopsl Mopkeuka, NCCD (SPTBN2), Hapkxonencun (HCRTR2 Hutpon 6), L-2-
I'mapoxcurayrapuxanuaypun, L2HGA (L2HGDH), I'yOuaroii nereHepanuy ¢ MO3KeUKoBOii atakcueii 2, SDCA2
(ATP1B2), IIporpeccupyromeli HeHpoHanbHOH aOHOTpO(uH, MHOKECTBCHHONH CHCTEMHOH ACTCHEpalHH coOaK,
CMSD (SERAC1 3x3om 15), HeonarameHoii HeiipoakcoHampHO# muctpoduu mioma (MFN2), Heonarambhoii
sunedanonatuu ¢ cyaoporamu, NEWS (ATF2), Jlo6pokauecTBEHHO# CEMEHHOH FOBEHHIBHOW JITHJICIICHH,
Pemuttupyromet (QoxanprHo#i smunencuu (LGI2), IOBeHmnpHOrO mapanyya TIOPTAaHH M NOJHHEHPOIATHH,
INonuHeBpomaTun C TIJA3HBIMH AHOMANHAMH W Bakyosmsaunuedl HeiiponoB, POANV (RAB3GAP1, Potseiinep
Bapmanrt), Ilporpeccupyromeii HEHpoOHAMbHOW aOHOTpO(HH, MHOKCCTBCHHOW CHCTCMHOM ACTCHEpAIMH COOAK,
CMSD (SERACI1 3x30H 4), Mo3xeukoBoii atakcuu, [Iporpeccupyromieii paHHeH Mo3xeukoBoii arakcuu (SEL1L),
HacnencteeHHO# CeHCOpHO-BEreTaTuBHOH Hedpomarnu, CuHapoma akpambHOro yBeubsi, AMS (GDNF-AS),
CuHIpoMa TPACYIICTOCA IICHKA, | CHEPATH30BAHHOTO CHHAPOMA TPEMOPA, CBA3AHHOTO ¢ X-xpomocomoii (PLP),
Tunomuenuamzanuy u Tpemopa (FNIP2), CrmHOMO3KeukoBO# artakcuu, Atakcuu ¢ mo3guuM HadamoM, LoSCA
(CAPN1), Tommuesponarun, NDRGI1 I'peiixaynn Bapmasnr (NDRG1 3x30om 15), Tlommuespomarnu, NDRGI1
Anacka-mamamyT Bapmant (NDRG1 3x30H 4), Mokeukopoii runmomiasun (VLDLR), I'yGuatoii aereHepammn ¢
MoxeukoBoii arakcueii 1, SDCAIL, SeSAME/EAST curgpoma (KCNJ10), CnmHOMO3KCUKOBOW ATAKCHH C
muokumuci w/mma cygoporamu (KCNJ10), Drumeanomatun ATACKHHCKOTO Xackw, bomesHum JIm momaocTporo
teucHua (SLC19A3), HercaeparusHoii mucnonarun, DM (SOD1A), Bomesrn Anckcannepa (GFAP), mapymeruit
cepaua, JunaranmonHoi kapamomuonatun, DCM1 (PDK4), Cuanpoma yamuaeHms ot mHTepBama QT (KCNQ1),
JunararmorHolt kapauommomatun, DCM2 (TTN), HapymeHmit ckenera, HacnenacTBeHHOTO BHTaMUH-D-
pesuctenTHOTO paxuta (VDR), He3asepmeHHOTO 0CcTeoTeHe3a, XpycrampHoi 60ae3un (COL1 A1), HezapepmeHHOTO
octeorcHe3a, XpycrtanpHoit 6one3an (SERPINH1), Xonapoauctpopun u 3a00ICBaHUSA MCKIIO3BOHKOBBIX JAHCKOB,
CDDY/IVDD, Tuma I IVDD (FGF4 petporen - CFA12), He3apepmeHHOTO OCTCOTCHE3a, XPYCTAIbHON O0NC3HA
(COL1A2), KparnomanmuOynapHo#t octeomarun, CMO (SLC37A2), ducmmasun ckenera 2, SD2 (COL11A2),
Pacmemmasr ryosr w/nmm pacmenuHbel Heba (AD AMTS20), Okyno-aucmiasun ckenera 1, KapaukoBocTr-aucazun
cetuatkn, OSD1 (COL9A3, Jlabpanop-perpusep), OcreoxoHapoaucmiazui, Kapaukosoctu ckenera (SLC13A1),
MCTA0OTMUCCKUX HapymeHUi, 3nokauecTeeHHor rumeprepmun (RYR1), T'mnokaranasum, Axaranazemun (CAT),
Jepunmra mmpysataeruaporenaza (PDP1), Hapymenwmii modek W MOYEBOTO My3bIps, [ HIepypHKO3ypHH H

runepypukeMun wid MouckameHHO# 6ome3Hn, HUU (SLC2AY9), Tlommkuctoznoit 6ome3nn mouck, PKD (PKD1),
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He@ponaruu ¢ motepeit 6emka, PLN (NPHS1), Hucturyprn Tuma 11-A (SLC3A1), TlepBuuHO# THIICPOKCATYPHH
(AGXT), Uuctunypmn Tuma [-A (SLC3Al), AyTOCOMHO-PCICCCHBHON HACJICACTBCHHON HE(pomaTuwy,
Hacnencteennoit wHedppomarun, ARHN (COL4A4 3x3oH 3), CeazanHoii ¢ X-XpOMOCOMOW HACIICICTBCHHOM
Heppomarueit, XLHN (COL4AS Ox30H 35, Camoen Bapuanrt 2), Hucturypuu Tumna I1-B (SLC7A9), MmouckaMeHHOM
6oxe3Hu, cBs3aHHOM C 2,8-muruapokcuanaeHunaoM, 2,.8-DHA Vpomurnasza (APRT), HefipoMpnmueyHbsIX HAPYIICHHH,
Curapoma smusoamueckoro maaeHua (BCAN), Bposknerroro MmuacteHmueckoro cuaapoma (COLQ), BposkaeHHOTO
muacteHnueckoro cuaapoma (CHAT), Hapymenui#i HMMyHHOH CHCTEMBL, TsDKEIOro KOMOHHHPOBAHHOTO
mamyHoaepummra (RAG1), Ceazansoro ¢ X-XpoMOCOMOH TsDKEIOr0 KoMOHHUpoBaHHOTO mMMyHOAe(uImTa (IL2RG
Bapuanr 1), Tspkenoro xomounauposanaoro ummyHoaepumura (PRKDC), CesazanHoro ¢ X-XpoMOCOMOH TSDKEIOTO
xoMOuHHpoBanHoro ummyHoze(puimra (IL2RG Bapuant 2), Hdepummra xommaementa 3, Jeumura C3 (C3),
XKemy nouno-kumeyHsIx Hapymenuit, Cuaapoma MmepenyHa-I pecbexa, CenekrusHo# ManpabcopOuun kodaraMuHa
(CUBN 3x30H 53), Cunapoma Umepcayun-I pecoeka, CenexruHoit Mmampabcopounu kobamamuna (CUBN Ox30H 8),
Knuauueckux Hapymerui, MDR1 UyscTBUTEIBHOCTH K JicKapcTBCHHOMY cpeactsy (MDRI1), AxrtuBHOCTH
ananmHaMuHOTpaHc(pepassl (GPT), T'opMoHamsHBIX HapyHIeHHH U BposkacHHOTO TunotHpeosa (TPO, Tenrepduna-
Tepbep Bapuant). CorsiacHO HEKOTOPBIM BAapHAHTAM OCYLICCTBICHHS PHCK BBIPAKACTCA KaK BEPOATHOCTb HIIH
OTHOCHTCJIBbHBIA PHCK HAMYHA Yy MHAMBHIYYMA T€HCTHYCCKOTO COCTOSHHS WIH COCTOSAHHA 3A0poBbi. CoriacHo
HEKOTOPBIM BAPHAHTAM OCYIICCTBICHHA OTHOCHTCIBHBIH PHCK MPEACTABIIACT COOOH YHCIOBOC 3HAYCHHE (HAIIPHMED,
OTHOMICHHC OTHOCHTCJILHOHM YaCTOTHI) MM KATCTOPHAIBPHOC 3HAYCHUE (HANIPUMED, «B IPYIIC PHCKA», «HE B IPYIIIC
PHCKa» WU «OTCYTCTBYET PHCK»). COITIaCHO HEKOTOPHIM BAPHAHTAM OCYINECTBIICHHA CTATYC HOCHTEI BBIPAXKACTCS
KaK IOJOKUTCIBHOS WM OTPHLIATCIBHOC YKA3aHHE HA TO, YTO HHAMBHIYYM SBIICTCS HOCHTEIEM I€HETHUCCKOTO
COCTOSHUSA HJIH COCTOSIHUA 30POBbSL.

[0050] CormacHO HECKOTOPHIM BAPHAHTAM OCYINCCTBICHHSA CIOCOO JOIOJHHTCIBHO INPEIYCMATPHUBACT
HICHTH(MKALWIO, I KAKIOTO M3 OJHOTO WJIM HCCKONBKHX WHAWBHAYYMOB TONMYJSAIUH TECTHPYESMBIX
HHIMBHAYYMOB OIHOW HIH HECKOJBKHX MOpPox cobak y wmHauBHAyyMa. COTJIaCHO HEKOTOPHIM BapHAHTAM
OCYINECTBJICHHSA CHOCOO JOMOJHUTEIBHO MPEAYCMATPUBACT HICHTU(HKALMIO, I KAKAOTO H3 OJHOTO MM
HECKOJIbKAX HHAWBHIYYMOB TOMYJISIIIHN TCCTHPYEMBIX HHAUBHAYYMOB, OJHOH HJIH HECKOJBKHX JOJCH OTHOH WiIH
HECKOJIBKUX MOPoA cobak HHAuBHAYYMa. COTIIaCHO HEKOTOPEIM BAPHAHTAM OCYLICCTBICHHS CIOCO0 TOTIOTHUTEIBHO
TPeyCMAaTPUBACT CO3AAHHE TICHEAJTOTHYCCKOTO [peBa MHOXKCCTBA HWHIWBHAYYMOB HOMNYJDINUH TCCTHPYEMBIX
uHIUBHAYYMOB. COTJTacCHO HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHS CHOCOO AOMOJHUTEIBHO IPEAYCMATPHBACT
HACHTH(HKANWIO, 11 KAKIOTO U3 OJHOTO WJIM HECKOBKHX WHAWBHAYYMOB NONMYJUIIUH TECTHPYESMBIX
HHIUBHIYYMOB, TPHUCYTCTBHSA, OTCYTCTBHS WJIH PHCKAa (DCHOTHNA HIH TPH3HAKA y HWHIuBHAyyMa. CoriacHo
HEKOTOPHIM BAPHAHTAM OCYINCCTBICHHUS (DEHOTHIT WM NMPU3HAK BBIOMPAOT W3 TPYNIBL, COCTOSIIICH W3 OCHOBHOTO
[BCTA MCPCTH (HATIPUMEP, TCMHOMH WIIH CBCTIION MICPCTH, IIBCTA MATMCHTA W Pa30aBIICHHUS IBETA), MOAH(DHKATOPOB
OKPACKH IEPCTH (HAPHMEP, CKPBITOTO PHCYHKA, PUCYHKA TEJIA H PHCYHKA MOP/IbI), MPH3HAKOB IIEPCTH (HAPHMED,
OKpacka, /UTMHA NICPCTH, JIMHBKA, TEKCTypa INEPCTH, OTCYTCTBHE mepcTd (THI MEKCHKAHCKOW Toyiol coOaku
«KCOJI0»), OTCYTCTBHC IICpcTH (THN Tepbepa), W aTsOMHA3M), MPH3HAKOB Tl (HAMPUMEP, JUIWHA MOPZIBI, JTHHA
XBOCTA, KOTTH HA 33[HUX JIATIaX, MyCKyJaTypa H 00OBbEM CIIMHBI, I[BCT I71a3), pazMepa Tena (HampuMmep, MCHbIINH,
CPCOHMI W KPYIHEIN), MOBCACHUA (HANPHMCP, aganTalyd K BBICOTC), TCHCTHUCCKOTO PasHOOOpasus (HampumMep,
CTENICHb HHOPHIMHTA U pa3HOOOpa3fe HMMYHHOTO OTBETA).

[0051] CornmacHO HECKOTOPHIM BAPHAHTAM OCYIICCTBICHHA CHOCOO JOMOJHHTCIBHO NPCAYCMATPHBACT
CO3JaHHC OTYETA, KOTOPBIH BKIOYACT OJHO WM HECKOJBKO H3. CTCIICHH POACTBCHHOTO OTHOIICHHS, CEMECHHOM

B3aUMOCBA3H, CTATyCa NMPUCYTCTBHA, OTCYTCTBHA, PUCKA HJIM HOCHTCIA TCHCTHUCCKOTO COCTOSAHHA WU COCTOSHHUS
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300POBbSL, OTHOH HITH HECKOJIBKHX IOPO COOAK, OTHOH HIIH HECKOIBKHX JOJICH OJHOM MM HECKOJIBKHX MOPO CO0AK,
TEHCAJIOTHYECKOTO APEBA, CTaTyCa MPHUCY TCTBHSA, OTCYTCTBHSL, PHCKA WIIH HOCHTEI ()eHOTHIIA MITH PU3HAKA H TF000H
nx koMmOmHanuu. COTIACHO HCKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CIOCOO IOTOHUTCIBHO TNPCAYCMATPHBACT
nepeaady OT4eTa BETCPHHADY.

[0052] CormacHo ApPYroMy acmeKTy HACTOAINECE H300PETCHHE OTHOCHTCA K 3HCPrOHC3aBHCHMOMY
MAalIHHOYUTAEMOMY HOCUTEIIO, COACPIKAILEMY BRINIOTHACMYIO KOMIBIOTEPOM NPOrpaMMy, KOTOPasi MPH BBIIOJHECHUH
OHUM HJTH HECKOJIBKHMH MPOLICCCOPAMH KOMIBIOTEPA BBITIOTHACT JIFOO0H M3 CIIOCO00B, MPHUBCACHHBIX BHIIIC HIH B
JPYIOH 4aCTH B HACTOALIEM JOKYMCHTE.

[0053] CormacHo ApyroMy acmeKTy HACTOAIICEC H300PCTCHHE OTHOCHTCA K CHCTEME, COACPKAIICH OMH
WIH HECKOJBKO MPOLECCOPOB KOMIBIOTEpPAa M NAMATh KOMIIBIOTEPA, CBA3aHHYKO C HUM. llaMATh KOMIBIOTEpa
COZICPYKUT BBIMOJHACMYK) KOMIIBEOTEPOM MPOrpaMMy, KOTOpas NPH BBINOJHCHHH OJHUM HJIH HECKOJIBKUMH
MPOIECCOPAMH KOMITBIOTEPA BBIITOIHACT OO0 H U3 CIOCOO0B, MPUBCACHHBIX BBIIIC HIIH B APYTOH YACTH B HACTOSAIICM
JOKYMEHTE.

[0054] J[lomomHHTEIbHBIC aCHCKTH U MPSHMYIICCTBA HACTOSIICTO H300PETCHUSA CTAHYT OUCBUIHBIMHE JIS
CICHHUATINCTOB B JAHHOH 007aCTH TEXHHKH HA OCHOBE CJICAYIOIIETO MOAPOOHOTO ONMUCAHUA, B KOTOPOM MOKA3aHBI U
OTHCAHBI TOJBKO HLTFOCTPATUBHBIC BAPHAHTHI OCYINCCTBJICHHS HACTOAMETO m300pereHusa Kak Oyaer MOHATHO,
HACTOAIICE H300PETCHHE MOKET UMETh APYTHE U OTJIHYHBIC BAPHAHTHI OCYICCTBICHUS, U HEKOTOPBIC €T0 MPU3HAKH
JOTMYCKAFOT MOIU(DHKAIIMH B PA3THYHBIX OUCBHIHBIX ACTICKTAX, BCE 0€3 OTKIIOHCHHS OT PaCKphITHA. COOTBETCTBCHHO,
YCPTEIKH M ONHCAHHE CIEAyET pPacCMATPUBATh KAK HIUIFOCTPATHUBHBIC IO CBOEMY XapakTepy, a HE Kak

OTPAHUIMTCIIbHBIC.

BrJ1ioueHne nocpeacTBOM CChbLIKH

[0055] Bce nyOymkanum, HATCHTHI U 3asBKH HA TATCHTBHI, YIIOMSHYTHIC B HACTOSIIECM OTIHCAHUH, BKITFOUCHBI
B HACTOSAIICE ONHCAHHE TMOCPEIACTBOM CCBUIKHM B TOW )KC CTCICHH, KaK €ClH OBl KaXKIas OTACIbHAS MyOJIHKALWS,
TIATCHT WK 3ajdBKA HA MATCHT ObUIA KOHKPETHO M HHAMBHIYAJTbHO YKA3aHA KAK BKIFOYCHHAS MOCPEACTBOM CCHUIKH.
B tex cayuasx, xorga myONHMKAIMH W TATCHTHl WM 3aSBKH HA MATCHTHI, BKIIFOUCHHBIC IOCPESICTBOM CCBLIKH,
TMPOTHBOPEUAT PACKPBITHIO, COACPKALMIEMYCS B OTINCAHAH, ONHCAHHUEC PACCMATPUBACTCS KAK MEPBOCTCIICHHOE H/HITH
TMPHOPUTETHOE IO CPABHCHHUIO C JTFOOBIM TAKHM IMPOTHBOPCUAINM MATCPHAIOM.

Kparkoe onucanne Jeprexeii

[0056] Homblc TpH3HAKH HACTOAIICTO W300PCTCHHA MOAPOOHO H3IOKCHBI B MpHaracMoil (hopmye
n300pereHus. Jlyuimee MOHMMAHHWE MPHU3HAKOB M MPCHMY IIECTB HACTOSINETO H300pETCHHS OyAET MOIYyUCHO IyTEM
oOparieHusT K CIHCAYIOIEMY NOJPOOHOMY OIHCAHHIO, B KOTOPOM TIPHBEACHBI HJUIFOCTPATHBHBIC BAPHAHTHI
OCYILCCTBJICHHS, B KOTOPBIX HCTIOJIb3YIOTCS MPHHIUITEI H300PETEHIUS, U MPHJIATACMBIM YEpTeKaM (Taroke «(purypa»
u «bur.», Tae:

[0057] Ha dmr. 1 mpuBEACH WILTFOCTPATHBHBIN CIIOCO0 OICHKH CTCIICHH POACTBCHHOTO OTHOIICHHU S MCHKIY
JBYMA HHIAUBHAYYMAaMHU JUILTOHTHON MOIYJISALMH COTJIACHO HEKOTOPBIM BAPHAHTAM OCYIICCTBICHU.

[0058] Ha ¢mur. 2 npouIFOCTPUPOBAHA BBIUHCIUTENbHASA CHCTEMA, KOTOpPAsd 3alpOrpaMMHPOBAHA HITH

HHbIM 06p330M BBIITOJTHCHA AJIA BBIIIOJTHCHUA CHOC060B, PACKPBITHIX B HACTOAIIEM JOKYMCHTC.

Ioapo0HOE PACKPLITHE HACTOAIIETO H300DETCHASA

[0059] XOTs B HACTOSALIEM JOKYMECHTE MOKA3aHbI U ONMUCAHBI PA3JHYHBIC BAPHAHTHI OCYIIECCTBICHHUS

HACTOAIICTO I/1306peTCHI/I}I, CIICIIHAIUCTAM B JaHHOH 00JacTH TCXHHKH OYCBHAHO, 4YTO TAKHC BAPHAHTBI



33

OCYIICCTBIICHHUS MMPUBCICHBI TOTBKO B KaueCTBE mpuMepa. CICIMATHCTH B JAHHOH 0071aCTH TCXHUKH MOTYT NPHUTH
K MHOTOYHCJICHHBIM BApHALWSIM, H3MCHCHHSAM W 3aMCHAM, HE OTKIOHIONIMMCS OT HACTOSIIETO H300pCTCHHA.
Crheayer mMOHWMATBH, YTO MOJKHO NPHMCHATH PA3THIHBIC ATBTCPHATHBBI ONMMHACAHHBIM B HACTOSIICM JOKYMCHTC
BAPUAHTAM OCYIICCTBJICHUS H300PETCHHA.

[0060] Hcnonp3yeMbic B OMMACAHUH W (POPMYJIC HACTOAIICTO H300PSTCHUA (DOPMBI CIHHCTBCHHOTO
YHCJIa BKIFOYAIOT (POPMY MHOXKECTBEHHOTO YHCIIA, €CJIM U3 KOHTEKCTA SIBHO HE clieayeT mHoe. Hampumep, TepMuH
«o0pazeny BKIIOYACT MHOXKECTBO 00Pa3LOB, BKIIOYAA HX CMECH.

[0061] B KOHTEKCTE HACTOAIICTO H300PETCHHUA TCPMHUH «CYOBCKT» B OOIIEM OTHOCHTCS K OOBCKTY
WIH CPeac, KOTOphie 00JAaJar0T TECTUPYEMOH mim OOHApy KuBacMoil reHetmueckoi mH(popmanueit. CyObeKkTOM
MOJKCT OBITh YCIOBCK, HHAMBHAYYM WM ManucHT. CyOBEKT MOXKET OBITH MO3BOHOYHBIM, TAKUM KAk, HAPHMED,
MICKOmUTaroniee.  HeorpaHHmuuBaroIue  NPUMEPHl  MICKONMTAIOMIMX — BKIIOYWAOT  JmoaeH,  00e3bdH,
CCTbCKOXO3IHCTBEHHBIX JKHBOTHBIX, CIHOPTHBHBIX >KHBOTHBIX, I'PHI3YHOB H JOMAINHUX >KHBOTHBIX (HANPHUMED,
TICOBBIX, TAKUX KaK COOAKHM, WJIH KOMIAYBHX, TAaKUX Kak KOmKH). CyOBEKT MOKET HMETh HOPMAIBHOC HIIH
HCHOPMAJIBHOE COCTOSHHC 3A0POBbA, HIM (DPH3HOJOTHYCCKOE COCTOSIHHE, WIH YCJIOBHE, HJIH IOJO3PEBATHCA B
HAJIMYAH HOPMAJTHHOTO WIIM HCHOPMAIBHOTO COCTOSIHHSA 300POBbSA, HIIH (PH3HOJOTHYESCKOTO COCTOSHHUSA, HITH Y CJIOBHSL
CyOBeKT MOKET MPOSBIAATH CHMOTOM (CHMITOMBI), CBHICTCIBCTBYIOIIHI (CBHICTCIBCTBYIOINHC) O COCTOSHHH
300POBbS, HIH (PUZHOIOTHYCCKOM COCTOSIHHM, HJTH YCJOBHH. B KaueCTBE aJbTCPHATUBBI CYOBEKT MOXKET OBITH
0eCCHMIITOMHBIM B OTHOIICHHH TAKOTO COCTOSHUS 3A0POBbSI, HIH (PH3HOIOTHIECCKOTO COCTOSHUSA, HIIH YCIOBHSL

[0062] B KOHTEKCTE HACTOAMIECTO HM300PCTCHUA TEPMUH «HYKJICHHOBAA KHCJIOTa» MU
«IOJMHY KICOTHA» B OOIEM OTHOCHUTCS K MOJICKYJIE, COACPIKALICH OTHY HIM HECKOIBKO CyOBbEIUHHL HY KJICHHOBO
KUCJIOTHI WA HyKJICOTHIOB. HyKICHHOBAsS KHCIOTa MOXKET BKIKOYATh OJWH HJIH HECKOJIBKO HYKJICOTHAOB,
BbIOpaHHBIX W3 ancHosmHA (A), muro3uHa (C), ryanuna (G), tTummea (T) u ypammma (U) wid UX BapHAHTOB.
HyxseoTua B 001meM BKIFOUACT HYKJICO3HI H 1O MeHbIICH mMepe 1, 2, 3, 4, 5, 6, 7, 8, 9, 10 wm 607ee pochaTHbIX
(P0O3) rpymm. HykIeoTHT MOXKET BKJIFOUATH A30THCTOC OCHOBAHHC, MATHYTJICPOTHBIA caxap (uO0 pubo3y, THOO
JIC30KCHPHOO03Y) ¥ OAHY WM HECKOJIBKO (POC(ATHBIX TPYII MO OTACTPHOCTH HIH B KOMOHWHAIWH. PHOOHYKJICOTHIBI
MPCACTABIIAIOT COOO0H HYKICOTHIBI, B KOTOPBIX CAXapoM ABIACTCS PrO03a. J[e30KCHPHOOHY KICOTH B MPCACTABIISIOT
co00W HYKICOTHABI, B KOTOPBIX CaxapoM ABIACTCA  Ac30kcHpmOo3a. HykmeoTwn MOXKET — OBITH
HyKIco3uaMoHO(pocharom wmm  Hykiacosmamommpochatom. HyximeoTmn MOXKET NPSACTABIATE — COOOM
Je30KcupHOOHY KIco3uaAnonupochar, Takoi Kak, HampuMep, Ac3okcupudoHykicosuarpudpochar (ANTP), koTopsrid
MOKCT OBITh BBIOpaH w3 aAc3okchaacHosmHTpupochata (dATP), acsokcmmrumuaTpupochara (ACTP),
nesokcuryanosuaTpupocdara (AGTP), ypuauaTpupocharta (AUTP) u nesoxcutumuaus tpupochara (ATTP), ANTP,
KOTOPBIC BKIFOUAIOT OOHAPYKMBACMBIC MCTKH, TAKWC KAK JEFOMHHCCHOCHTHBIC MCTKH WJTH MApPKCPHI (HAPHME),
(ryopoopsr). HykneoTux MOKET BKIIFOUATh JIFOOYIO CYOBEIHHHITY, KOTOPAs MOXKET OBITh BKIFOUCHA B PACTYILYIO
LCTb HYKJICHHOBOH KUCITOTHL. Takoi cyoseauaumei MmoxxeT ObiTh A, C, G, T wmn U wim mobas apyras CyObeIHHALA,
crenu(puIHAsT A7 OJHOTO HIIH HECKOJIbKHX KoMiuieMeHTapHeIX A, C, G, T wm U, mwim KOMIDIEMEHTapHAS ITyPHHY
(re. A wmu G, win nx Bapuant) win mupumuauHy (1.¢. C, T mwm U, wim ux BapuaHT). B HCKOTOPBIX mpuMepax
HYKJICHHOBASA KHCJI0TA TPCACTABIACT COO0H AC30KCHpHOOHYKICHHOBYHK Kucioty ([HK), puOOHYKICHHOBYIO
kucnory (PHK) mm nx mpou3BoaHble win BapHaHThl. HyKICHHOBAsS KHCIIOTa MOYKET OBITh OJHOLCIIOUCYHONW HITH
JBYXLETIOUEeYHOH. MoJIeKy1a HyKJICHHOBOH KHCIIOTHI MOSKET OBITh JITHCHHOM, H30THYTOH WM KPYIJIOH Wi 000
X KOMOWHAIHCH.

[0063] B KOHTEKCTE HACTOSIIETO H300PETCHHS TEPMHHBI «MOJCKYJA HYKICHHOBOH KHCIOTBD»,

«MOCTIEAOBATCIPHOCTh HYKICHHOBOH KHCIOTHIY, «(pparMeHT HYKJICHHOBOH KHCIOTBI», «OJHTOHYKJICOTHI» H
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«IOJIHHY KJICOTHI» B 06H.[6M OTHOCATCA K IMOJTMHYKJICOTHOY, KOTOpBIi/'I MOZKET HMCTD PA3TMIHYIO JJTHHY, TAKOMY KaK
THO0 AC30KCHPHOOHYKICOTHABL, 00 pudonykiacoTHasl (PHK) wm ux aramorn. MosicKy1a HyKJICHHOBOH KHCIIOTHI
MOKET UMETh JUIMHY MO0 MEHBLICH Mepe okoio 5 ocHoBaHuii, 10 ocHoBanmii, 20 ocHoBaHuii, 30 ocHOoBaHui, 40
ocHoBaHui, 50 ocHoBauwmii, 60 ocHoBaHui, 70 ocHoBaHuii, 80 ocHoBaHuil, 90, 100 ocHoBanuii, 110 ocHoBauwmii, 120
ocHoBauuit, 130 ocroBanmii, 140 ocHoBauui, 150 ocHoBanuii, 160 ocHosanumii, 170 ocHoBanwuii, 180 ocHoBauuit, 190
ocHoBanuii, 200 ocHosanuii, 300 ocHoBanuii, 400 ocHoBaHmii, 500 ocHOBaHUH, 1 ThICSAYA MAP HyKJICOTHAOB (T.ILH.),
2 ToH, 3, TOH, 4 TH, 5 TH, 10 ToH wm 50 T.LH WK MOXKECT HMCTh OO0 YHCIO OCHOBAHHE MCKIY
MOOBIMH ABYMS H3 BBIICYNOMSAHYTHIX 3Ha4dcHUH. OIHIOHYKICOTHX B OOMIEM COCTOHT M3 OIPEACICHHOH
MOCTICI0BATSIbHOCTH YETHIPEX HYKJICOTUIHBIX OCHOBaHUH: ancHuHA (A), murosuHa (C), ryanuHa (G) u tumuna (T)
(vyparuna (U) smecto TumuHa (T), xoraa mommHykieoTun npeacrasiier codoit PHK). Takum 00pa3om, TCPMUHEBI
«MOJICKyJ1a HYKJICHHOBOH KHCIIOTBD», «IOCICIOBATCIHHOCTh HYKICHHOBOH KHCIOTBD), «(PParMCHT HYKJICHHOBOH
KUCJIOTBD), KOJJUI'OHYKJICOTHI» U KIIOJIUHY KJICOTHI» IO MCHBIICH MEPC YaCTUTHO MMPCAHAZHAYUCHBI 1JISL aJ'I(I)aBI/ITHOI‘O
MPEACTABICHUS MOJICKYJIbI MOJHHYKICOTHAA. ATPTEPHATHBHO, TCPMUHBI MOTYT OBITh IPHMEHEHBI K CAMON MOJICKY JIe
TMOTHHYKICOTHAA. DTO aja(paBUTHOE MPEACTABICHHC MOYKHO BBOJHTH B Oa3bl JAHHBIX HA KOMIIBIOTEPE, HMCIOMICM
LCHTPATBHBIH MPOLECCOP, H/HIH HCIOIb30BATh I MPHIOKCHUH OHOMH(OPMATHKH, TAKHX KAk (DyHKI[HOHATbHAS
TCHOMHKA W TOHMCK TOMOJOTHH. OJHTOHYKICOTHABI MOTYT BKJIFOUATH OJHH HIH HECKOJIBKO HECTAHAAPTHBIX
HYKJICOTHAOB, AHAJIOTOB HYKJICOTHIOB H/HIH MOAH(DHIMPOBAHHBIX HYKJICOTHIOB.

[0064] B KOHTEKCTe HACTOAMIECTO H300PETCHUS TEPMUH «oOpa3em» B OOIEM OTHOCHTCA K
ouosormieckoMy o0paszuy. Ilpumeps! OHOTOTHUECKHX OOpa3I0B BKIOYAIOT MOJICKYJIBI HyKICHHOBBIX KHCIIOT,
AMHHOKHCJIOTBI, TOJHICITHABI, OCIKH, YIJICBOIBI, KHPBI WJIH BHPYCHl. B mpmMepe Omomormueckmii oOpasers
MPEACTABISIET CO00H 00pasel] HyKJICHHOBOH KHCIIOTHI, BKIFOUAOINHIA OHY HJIH HECKOJBKO MOJICKYN HYKJICHHOBOM
KHCJIOTHI. BHoTOTHICCKHIT 00pas3e MOKET COACPIKATH 00pa3IBI KPOBH, 00Pa3Ibl CIFOHBI, 00Pa3IBl MA3KOB, 00Pa3Ibl
KJICTOK WJIM 00pa3nbl TKAHECH HIH OBITh MOJIYHYCH W3 HUX. MOJICKYIbI HyKJICHHOBOH KHCJIOTHI MOTYT IPEICTABIATh
c000# OCCKICTOYHBIC MOJICKY JIBI HY KJICHHOBOH KHCIIOTHI, Takue Kak 6eckierounas JHK (cf/IHK) wmu 6eckieTouHas
PHK (cfPHK). Monekyisl HyKJICHHOBOH KHCJIOTHI MOTYT OBITh NOJYYCHBI H3 PA3IHYHBIX HCTOYHHKOB, BKIFOUAS
HCTOYHHKH YCJOBCKA, MJICKOMHUTAIOIICTO (HAMPHMEP, COOAKHM), MICKOMATAMOINCTO, OTIHMYHOTO OT UYCJIOBCKA,
YeIOBEKOOOPA3HBIX 00E3bsIH, MaKaK, IMHMIIAH3E, penTimi, ampuonii wim nrun. Kpome Toro, 00pa3ns! MOTYT OBITh
SKCTPATHPOBAHBI H3 PA3IHYHBIX JKHIKOCTCH KHBOTHBIX, BKJTFOUAsI 0C3 OTPAHAYCHUA 00PAa3Ibl JKHIKOCTCH OpraHu3Ma,
TaKHC KaK KPOBb, CHIBOPOTKA, MJIA3Ma, CTCKIOBHIHOC TCJI0, MOKPOTA, MOYA, CJIC3HI, TOT, CJIFOHA, CTICPMA, BBIICICHUA
W3 CTH3HUCTHIX 000J0YCK, CIH3b, CIMHHOMORTOBAS KHAKOCTh, HepedpocnuHambHas *KuakocTh (CSF), mieBpamsHas
FKUOKOCTh, ICPUTOHCATIbHAA KUAKOCTh, AMHHOTHICCKAA KHIKOCTD, JII/IM(l)a " T.I1. brojgoruueckue 06p331.[I>I MOTYT
OBITH B3ATHI WM MOJYUCHBI Y CYOBCKTOB C HUCTIOIB30BAHHCM MPOOHPKH [T cOOpa C STHICHINAMHHTCTPAYKCYCHOM
kucinotoli (EDTA), mpobupku mnsa coopa Oecxmerounoiit PHK (mampumep, Streck) wmm mpoOupku mms cOopa
occrierounoit JJHK (mampumep, Streck). Bronoraueckne 00pas3ipl MOTYT OBITH MOIYUCHBI H3 00PA3LOB LCIBHOM
KpOBH TNyTeM (ppakumoHUpOBaHU. buosormieckne oOpasnpl WM WX MPOH3BOJHBIC MOTYT COACPXKATh KICTKH.
Hanpumep, Ononoruueckuii 06pa3en MOKET MPSACTABIATE CO001 00pa3eH KPpOBH HITH €TI0 MPOU3BOAHOC (HATIPHMCE),
KPOBb, COOPAHHYIO C TIOMOINBE) MPOOWPKH AT cOOpa WIIH KAMAMOIICH KPOBH) WIH 00pa3eH KICTOK HIIH TKAHH
(Hampumep, Ma30K).

[0065] B xOHTCKCTE HACTOAMICTO W30OPCTCHUSA TCPMUH IICITHHAS KPOBBY» B 00IIEM OTHOCHTCA K 00pasiy
KPOBH, KOTOPBIH HE OBLT Pa3ICiCH HA MOIKOMIIOHCHTHI (HATPHMEP, MOCPSACTBOM HeHTpH(pyrupoBanus). LlempHas
KpoBb 00pasna xposu Moxker coaepkats cf/IHK w/mm JHK 3apoxemmesoit muann. JJHK nenpHOM KpoBH (KOTOpas

mosker coaepxats cf IHK w/mmm JTHK 3apoasimieBoit THHAH) MOKET OBITh H3BJICUCHA W3 00pa3na KpoBH. [IpourcHus
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cekseHuposaHus JIHK mempHON KpoBH (KOTOpBIE MOTYT coiepXkaTh mpourtcHms cekseHmposanmsa cf/IHK wn/mmm
cexseHuposanus JIHK 3apoasnmesoi muHuN) MOTYT OBITH H3BICcUCHBI 13 JJHK nempHO# KpoBw.

[0066] CormacHO acmEKTy HACTOSAIICE HW300PCTCHHEC OTHOCHTCS K KOMIBIOTCPH3HPOBAHHOMY CHOCOOY
OLCHKH CTCIICHH POACTBCHHOTO OTHOIICHHA MEKAY [ABYMA HHAWBHAYYMAMH JHIUIOMIHOH IOy JIALHH,
Mpe Ay CMAaTPUBAOIIEMY: (a) NOIy4YCHHE TAIUIOTHIHYCCKAX AAHHBIX JUIA NOMYJIIHH TECTHPYEMBIX HHAUBHIYYMOB,
MpUYEM TalJOTHIHYCCKUE JAHHBIC COJEPKAT MHOXKECTBO TCHETHUCCKHX MAapKEpOB, OOMMX IS MOy JISIIIHI
TECTUPYEMBIX HHAMBHAYYMOB, (b) pa3acicHHE TAIUIOTHUIIHYCCKUX JAHHBIX HA CEIMCHTHI HA OCHOBE MHOKECTBA
TCHCTHYCCKUX MAapPKEePOB, (C) I KAKIOH MOMYJIIIUHA TSCTUPYCMbBIX HHINBHIAYYMOB: (1) COMOCTaBJICHHC HA OCHOBC
MHOJKECTBA TCHCTHYCCKHUX MAPKEPOB CETMEHTOB TAIUIOTHIHYCCKUX JAHHBIX, KOTOPBIC HACHTHYHBL IO
MPOUCXOKACHUIO, ME)KAY MEPBBIM HHIAWBHAYYMOM H BTOPBIM HHIMBHAYYMOM CPEAH MOIYJIALHH TCCTHPYEMBIX
HHIUBHIYYMOB, IPHYEM KAXKIBIH H3 COBHNABIIMX CETMEHTOB HMEET NEPBBIH pa3Mep, KOTOPHIH IMpeACTaBisieT cob6oi
MO0 MCHBLICH Mepe NPEABAPUTCIBHO ONPEACICHHBIM MOPOTOBBIM pa3Mep, M COACPKHT IO MCHBIICH Mepe
MPEABAPUTEIBHO ONMPEACICHHOE YUCIO TCHETHUECKUX MAPKEPOB, (ii) U KaXKI0TO H3 COBIABIIHX CEIMCHTOB MEKAY
MEPBbIM MHAMBHAYYMOM H BTOPBIM HHAHBHIYYMOM: Pa3JACJICHHE COBNABLIETO CETMEHTA HA MHOKECTBO JUCKPETHBIX
TCHOMHBIX HHTCPBAJIOB, OLICHKY KKIOTO U3 MHOKECTBA AUCKPETHBIX TCHOMHBIX HHTEPBAIOB HA OCHOBE (i) CTCHICHH
COBNAACHUA MO TOMO3HUTOTHOCTH JHCKPETHOTO I€HOMHOIO HMHTEpPBANA Y INEPBOrO HMHIMBHAYYMAa HIH BTOPOTO
HHAMBUAYYMa WM (ii) CTCIICHH NONAPHOTO COBNAJCHHUA AUCKPETHOIO ICHOMHOTO HHTEPBAJda MEXKIY INEPBBIM
HHIUBHAYYMOM H BTOPBIM HHIMBHIYYMOM, C IOJIYYCHHEM TAaKUM OOpPa30M MHOKECTBA OLICHOK, KOPPEKTHPOBKY
MHO’KECTBA OLICHOK HAa OCHOBE COIVIACOBAHHOCTH MHOKECTBA OIICHOK, IOJIydasd TaKuM OOpa3oM MHOKECTBO
CKOPPEKTHPOBAHHBIX OLICHOK, H IPHCBOCHUE MHOKECTBA BECOB MHOKECTBY JHCKPETHBIX TEHOMHBIX HHTEPBAJIOB HA
OCHOBE MHO)KECTBA CKOPPCKTHPOBAHHBIX OLICHOK JUCKPETHBIX ICHOMHBIX HHICPBAJOB, H (ill) BBIUHCIICHHE
B3BCIICHHOM CYMMBI A1 MHOXKECTBA JUCKPETHBIX T'€HOMHBIX HHTCPBAJIOB COBIABIIETO CETMEHTa HA OCHOBE
MHO’KECTBA CKOPPCKTHPOBAHHBIX OLCHOK M MHOKECTBA BECOB, M (d) OICHKY CTCTICHH POJACTBCHHOTO OTHOILICHHS
ME)KIy NEPBbIM HHAUBHAYYMOM H BTOPBIM HHAMBHIYYMOM HAa OCHOBE B3BECIICHHBIX CYMM COBIIABIIUX CETMCHTOB.

[0067] Ha ¢mr. 1 npuBeacH WTFOCTPATUBHBIA crtoco0 100 OLCHKH CTENCHH POACTBEHHOTO OTHOIICHHS
MEXKIY ABYMA HHIUBHAYYMAMH JUIUIOHIHOH NOIMYJIAIMU COTJACHO HEKOTOPBIM BapHAaHTaM OcCyInecTBicHHA Ha
cramun 102 cmoco6 100 MoXeT mHpexycMaTpuBaTh IOJYYCHHEC TAIUIOTHNHYCCKUX JAHHBIX UL MO JISIIIHA
TECTHPYEMBIX HHAWBHAYYMOB. Hanmpumep, raimoTHNIHYECKHE JAHHBIE MOTYT COJACPKATh MHO)KECTBO T€HETHUCCKHX
MapKCpOB, OOIUX A TOMYJANHA TCCTHPYCMBIX WHIAWBHAYYMOB. 3areMm, Ha ctamud 104, cmoco6 100 moxer
MPeAyCMATPUBATh PA3ACICHHE TAIUIOTUNHMYCCKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHOJKECTBA T'€HETHYCCKHX
MapkepoB. 3areMm, Ha ctamuu 106, 111 KOKIOH MONMyJSMHH TSCTHPYEMBIX HHIWBHAYYMOB crmoco® 100 moxxer
MPEeayCMATPHBATh COMOCTABICHHEC HA OCHOBE MHOXKECTBA T€HETHYCCKHX MAPKEPOB CETMEHTOB TAITOTHIMYCCKHX
JAHHBIX, KOTOPBIC HACHTHYHBI IO NMPOUCXOKACHUIO, MEKAY NEPBBIM HHAWBHAYYMOM H BTOPBIM HHIMBHAYYMOM
CpeaH MOMyJIALMH TECTHPYEMBIX HHAMBHAYYMOB. Hampumep, KakAplii U3 COBINABIIMX CETMEHTOB MOXKET HMETh
TICPBBIH pa3Mep, KOTOPBIH NMPEACTaBIsIeT cOO0H MO MEHBUICH MEpe IPEABAPUTEIHLHO ONPEICIICHHBIH IMOPOTOBBII
pasMep, u COACP>KaTh 0 MCHbIICH MEpEe NMPEABAPUTEILHO ONPEICICHHOE YHCIO TEHETHUCCKUX MapKepoB. 3aTeM, Ha
craquu 108, mId KaXIOH MOy HIUH TECTHPYEMBIX HHIMBHAYYMOB croco® 100 MoskeT mpeaycMaTpHBaTh IS
KaKIOTO W3 COBIABIIMX CETMEHTOB MEKAY NEPBBIM HHAMBHAYYMOM H BTOPBIM HHIWBHAYYMOM: () pa3iacicHHE
COBIIABIICTO CETMCHTA HA MHOKECTBO JHCKPETHBIX TCHOMHBIX HHTECPBANOB, (b) OICHKY Ka)KIOTO W3 MHOMKECTBA
JUCKPCTHBIX TCHOMHBIX WHTCPBAJIOB, C TMOJYUYCHHCM TAKAM OOpa3OM MHOKCCTBA OICHOK, (C) KOPPCKTHPOBKY
MHO)KECTBA OLCHOK, MOJy4Yas TakuM 0O0pa30M MHOKECTBO CKOPPEKTHPOBAHHBIX OLCHOK, W (d) mpmcBocHHme

MHOKCCTBA BCCOB MHOKCCTBY OHUCKPCTHBIX TCHOMHBIX HWHTCPBAJIOB. CornacHo HCKOTOPBIM  BAPHAHTAM
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OCYIICCTBIICHUA KA)KAOC W3 MHOKCCTB JHCKPCTHBIX TCHOMHBIX HMHTCPBAJIOB OLCHHBAIOT HA OCHOBC (i) CTCICHH
COBIMAACHUA MO TOMO3HIOTHOCTH AHCKPCTHOIO ICHOMHOIO HHTCPBAId Yy NEPBOr0 HHAWBHAYYMA HIIH BTOPOTO
HHIUBHAYYMa, W/uaH (i) CTCIEHN NMOTAPHOTO COBNAACHUS JANCKPETHOTO I'€HOMHOTO HHTEPBAJa MEXIY IICPBBIM
HHIUBUIYYMOM H BTOPBIM HHAHBHAYYMOM. COTIACHO HEKOTOPBIM BAPHAHTAM OCYIICCTBICHUA MHOKECTBO OILICHOK
KOPPEKTHPYIOT HA OCHOBE COTJIACOBAHHOCTH MHO’KECTBA OIICHOK. COTJIAaCHO HEKOTOPHIM BAPHAHTAM OCYILECTBIICHH
MHOKCCTBO BCCOB IPUCBAHBAIOT MHOKCCTBY MJUCKPCTHBIX TCHOMHBIX HWHTCPBAJIOB HA OCHOBEC MHOXKCCTBA
CKOPPECKTHPOBAHHBIX OLCHOK JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB.

[0068] CormacHO HEKOTOPHIM BapHAHTAM OCYINCCTBICHHA CIIOCOO UIA OLCHKH CTCIICHH POJICTBEHHOTO
OTHOIICHHUA MCKAY ABYMA HHAWBHAYYMAaMH HI/IHJ'IOI/I,HHOP'I NOmy MUK MOXKCT NPEAYCMATPUBATH BBIMHCICHHC
ko3¢ ¢uimenra poacteeHHoro ortHomeHHs (COR) mexay mapamMu HHAWBHAYYMOB (HampuMep, co0ak) cpeau
nonyranun. Ha ocHoBe BerunciieHHBIX 3HaueHUH COR U1 KaXkIoro HHAMBHAYYMA B MOMYJIIUH MOKET OBITH CO31aH
MEpEUCHb, KOTOPBIH COACPKUT NEPEHCHb OMIDKANIINX IeHCTHYECCKHUX POJCTBCHHHKOB MHIMBHAyyMa. Hampmumep,
TaKOH NepeucHb POJCTBEHHUKOB MOXKET OBITH OTCOPTHPOBaH o yosmanuio COR. Kpome Toro, CBs3H B COLUATBHBIX
CeTAX MOTYT OBITh OTyueHBI Ha 0cHOBe COR Mekmy 1BYMS CBA3aHHBIMH HHAWBHAYYMaMH (HaIPHMeED, BIAaACTbIAMH
POICTBEHHBIX COOAK).

[0069] [pyrue cmocoOsl BerumcicHust 3HaueHUE COR 11 coGak MOTYT HCTOJIB30BATh POJOCIOBHBIC,
KOTOPbIE MOTYT COCTOATh M3 «TCHEAJOTMYEeCKOrO MAPEBa», OTOOPAXKAIOINETO INPEAKOB COOAKM H JPYTHX
POACTBECHHUKOB. Takue CHocoObI MOTYT OBITH OIpAaHHYCHBI IO MEHBIICH MEpe TeM, YTO OHH HE MOTYT OBITh
ucnob30Banbl 411 oneHkH COR At cobak 6e3 n3BeCTHOH HH(OPMAIMH O POJOCIOBHOH (HAIIPHMED, COXPAHCHHBIX
JKHBOTHBIX). Kpome TOro, mucmosp3oBaHHE pOJOCHOBHBIX i BbruuciaeHHe COR Take MoOkeT OBITh
npoOIeMaTHYHBIM, TIOCKOJIBKY TOYHOCTH MOJKET OBITh HEIIOCTOSHHO BBICOKOH, POJOCIOBHBIC MOTYT IIPEAOCTABIATD
HH(POPMALHIO O MPOUCXOKICHHU TOJBKO TSI HECKOJBKHX NMOKOJICHHH M POJOCIOBHBIC MOKHO HCIOJIB30BAThH IS
BBIUHCIICHUS TOJIBKO «0XKHAAEMOTo» poacTea (Hampmmep, kommuectBo JJHK, koTopoe, kKak OXHIAETCS, SBISCTCS
o0ImMM U1 IBYX WHAWBUAYYMOB HA OCHOBE HX POACTBA). B oOmeM, (pakTHueckoe poACTBO ABYX WHIWBHIYYMOB
(Hampumep, co0aK) MOJXKET TAKKe 3aBHCETh OT CIOyHaiHOW cerperammu u nmepeaayd JJHK mo reHeamormyeckomy
APEBY, U A1 TOYHOTO BBIMHCJICHHA POACTBA MOXKCT IIOTpe60BaTI>C$I I/[Z[CHTI/[(I)I/IK&].[I/DI H IIOACUCT 06H.[I/IX YYaCTKOB
JHK Mmexay »KHBOTHBIMH. XOTSI HEKOTOPBIC CIIOCOOBI MOKHO HCHOJIB30BaTh U (DA3HPOBAHHS TCHOTHITHUCCKUX
JAHHBIX H I/II[GHI‘I/I(I)I/IK.’:II.[I/II/I 06H.[I/IX YUaCTKOB MCKOY HHAWBHAYYMAMH, MOKCT BO3HHKHYTH CTATHCTHUCCKAA
CJIOKHOCTD OTJIHYIHA YUACTKOB, KOTOPBIC ABJIAOTCA HCTHHHO HACHTHYIHBIMH ITO HACJICACTBCHHBIM YUACTKAM, OT TCX,
KOTOPBIC ABJLIIOTCA CTATUCTHYCCKHMH apTe(l)aKTaMI/I, A HAAJICKAIICTO B3BCIIUBAHUA YYACTKOB IIPH BBMHCICHUA
COR u ans oO6pabOTKH OIYMOB B JAHHBIX OT CTPYKTYPHBIX BAPHAHTOB H OTCYTCTBYIOINMX HIIH HEKAYCCTBCHHBIX
MapKepoB.

[0070] Kpome Toro, moaxoas! k BeraucicH0 COR Mexay codakaMu OKA3BIBAKOTCSA O0JICE CIOKHBIMHE IO
CPaBHCHUIO C JIEOABMH H3-3a TOpa3ao Ooliee BHICOKOH YACTOTH HHOPHAWHTA Y COOAK, YEM Y THITHYHBIX MOIYJIIAIHI
moneii. [Ipu3HaBasg 3Ty HCOOXOOWMOCTh HACTOAMICC HW300PCTCHHC MPCAOCTABIICT CIIOCOOBI M CHCTCMBI TS
ompeaencuus COR (Hanpumep, Mex Ty codakaMu), KOTOPBIC YUHTHIBAKOT HHOpHIUHT npH onpeacacany COR mexny
aByMs WHAMBHAyyMamu. Hampmmep, mapa aByx cuOcoB B ayTOpemHodt momysiuum MoxeT uMers COR
mpuom3uTe IbHO 0,5 O CPaBHCHUWIO C APYTOi MApod W3 ABYX CHOCOB B MHOPCOHON MOMYJLALHH, KOTOPAs MOKCT
maete COR 0,7 mm 6once. Ucnonp3ys cmocoOBI W CHCTCMBI COTJIACHO HACTOAMCMY W300PCTCHHIO MOKHO
ONMPECACTUTD THII POACTBA MCKAY ABYMA HWHAUBHAYYMAMH OAKE B TCX CIy4asdX, KOTJAa WHAWBHAYYMBI SABJIAKOTCI
YacTHI0 WHOpPETHBIX MomyJpinui. Hampumep, BMECTO ompenesieHHs TOTO, 4TO Kaskmasd mapa aByx codak ¢ COR,

paBHbIM 0,5, HMEET POACTBO, MOJOOHOE POACTBY MOIHBIX CHOCOB, MOKHO MPUMEHATD CIIOCOOBI H CHCTEMBI COTTIACHO
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HACTOSMICMY W300PCTCHUIO T TOTO, YTOOBI Pa3IMYHTh IICPBBIH CIyUaid, B KOTOPOM KOHKpeTHad mapa codak ¢ COR
0,5 ABIMOTCA MONHBIMH CHOCAMH, TIO0 CPABHEHHIO CO BTOPBIM CIIy4aeM, B KOTOpoM Apyras mapa cotak ¢ COR 0,5
CBSI3aHA KaK 1/ TETA-IIIEMIHHUK/TUICMSIHHAIA B HHOPETHON JIMHHH.

[0071] Kpome TOTO, CIIOCOOBI W CHCTEMBI COTJIACHO HACTOAIICMY H300PCTCHHIO MOKHO MPHMCHATH IS
J00aBICHUS IICHHOTO COLMAIBHOTO KOMIIOHGHTA K pE3yJbTaTaM TICHETHYECKOTO aHaiam3a codak. Ilo3sosris
BJAACTBIAM COOAK HANPSIMYIO CBA3BIBATHCA APYT C IPYTOM HA OCHOBE POJCTBA HX IMHTOMIEB, OHH MOTYT IOJYy4aTh
Oompme WHPOPMALMH OT BIAACTBLCB POACTBCHHBIX COOAK 00 HCTOPHH WX COOCTBEHHOU COOAKu (HampuMep, 3TO
MOSKET OBITh BAKHOI WM KEIATCIFHON HWH(OpMAIWEH I BIAAC/TBICB YCHIHOBICHHBIX CO0AK) H MOTCHIHATBHBIX
puckax Ll 340POBBsA, CBA3AHHBIX CO CIIOKHBIMH NPH3HAKAMH, KOTOPBIC HC ABJIIKOTCA YACTBHO T'CHCTHUYICCKOIO
aHaTu3a (HampuMep, ecim Opart ik cecTpa cCoOaKu B aHAMHE3¢ OO0JICITH PAKoM, Y COOAKH MOKET OBITh 00JICe¢ BRICOKUIHA
PHCK pa3BUTHA PaKa).

[0072] B cmocobax u cHCTEMaX COTJIACHO HACTOSIIEMY H300PCTCHHIO MOKHO HCIOJIB30BATh OJWH HITH
HCCKOJIBKO ~QJITOPUTMOB IO oOmpeAcicHus crenmeHu poiacTeeHHOro otHomenus (COR) mexay aByms
HHIUBHAYYMaMH (HaIlpuMep, JUIDIOHIHOH momy riimu). Hanpumep, AUIIonaHas MOy JIALHA MOXKET IPEACTABIATh
co00H MNOMyIALMIO MJICKOIHTAIOINHX (HANPHMED, NOMYJIIHIO CEMCHCTBA ICOBBIX, MOMYJIIIUIO KOIUAYBHX,
TOITY JISLLIUEO CIIOPTHBHBIX YKHBOTHBIX HJIM NOIYJIALHUIO TPEI3YyHOB). COrIacHO HEKOTOPHIM BapHAaHTaM OCY IECTBICHHS
NOIyJALHA CeMEHCTBA IICOBBIX NPEACTAaBIICT co00# momymimuio cobak. COITacHO HEKOTOPHIM BapHAHTAM
OCYLICCTBJICHHUS IOMY /LA COOAK COACPIKUT OXHY HIIH HECKOJIBKO IOPO 1 cO0aK, BRIOPAHHBIX H3 IPYIIIIBL, COCTOAMICH
3. Apdennunuep, Adranckas 6opzait, Adpuxanuc, Aumu, Dpaenbrepbep, AxOam, Axurta-uHy, Bymm Kytra,
Ucnanckmii anaHo, Ananmaxckuil Oymbaor, ATSCKHHCKWHA KiIH-Ka#, AJSICKHHCKHE MamamyT, AJaH, AJOTNCKHC,
Aubniuiickasd TakcooOpas3Has ToH4Yasd, AMEpHKAHCKasd OBYapKa, AMEpHKAHCKas akuTa, AMEpPHKAHCKUIl OyJbaor,
AMEPHKAHCKHI KOKSP-CIIAHKUCTb, AMCPHKAHCKAS YCKHMOCCKA co0aka, AMCPHUKAHCKHI (DOKCXayHI, AMCPHKAHCKHUIA
TOJIBIH Tepbep, AMepUKAHCKHE MacTud, AmepukaHCkuii THTOYIbTEpbep, AMmepukanckuii craddopammpekumit
TCPbeP, AMCPHKAHCKHMHA BOJIHON CHAHHCTb, AHATOJIHICKAS OBYApKa, AHTIO-(ppaHIy3CKad Malas TOHYAfd,
ATTCHIEIC) 3CHHCHXYHI, APreHTHHCKHH J0T, APBCIKCKHHA Opakk, ApbeKCKas TOH4YAsA, ApPMaHT, ApTyasckas
roHvas, ABCTpanuiickuéi OyipA0T, ABCTpaJMICKas MACTYHIbs coOaka, ABCTpaTHHCKHH KeImmH, ABCTPATHHCKASL
OBUApKa, ABCTpaNWiiCKMH INCIKOBHCTBIH Tephep, ABCTpPATHHCKAs KOPOTKOXBOCTAsA MACTYIIbS COOAKa,
Ascrpanuiickuii Tepbep, ABcTpuiickas roHuas, AscTpuiickuii muHUep, A3aBak, baxapsambckas cobaka, Bapber,
Appuxanckas Henmaromas codaka, backckas osuapka, ApTe3maHO-HOPMAHIACKWH Oaccer, ['ony0oi TacKOHCKHUit
Oaccer, Proxwmii OperoHckwmii 6accer, bompmoit BanacHckuil 6acceT-rpuddon, Manwrii BaHaCHCKHI OacceT-rpud o,
baBapckas ropHasd roHuas, burms, burms-xapeep, bopoaarsiit komm, bocepon, beamunrron-Tepeep, benpruiickas
oBuapka, benprutickas opuapka (I'proHeHaanb), bensruiickas osuapka (Jlakenya), benpruiickas opuapka (Manunya),
Benpruiickaa osuapka (TepsropeH), bepramckas opuapka, benas mseinapckas osuapka, [Iukapauiickas oBuapka,
Bepuckas ronuas, bepHckuii 3eHHEHXYHA, bumoHn ¢(puse, Buitn, bucben, YepHo-moamaneiii kyuxaysa, Epras
HOPBCSIKCKAA JTOCHHAA Jaiika, bymneroeiicep, Hopsesxkckuil uepHbIil 3nkXyHA, Pycckuit uepHsnii Tepeep, XKenras ¢
YCPHOW MACKOW FOkHAfA ToH4AsA, bompmas romy0as rackoHCKAas roHuas, Mamas romxy0as TaCKOHCKAs TOHYAf,
brmanxaysn, Bmro-neiicn, bmo-mon-reprep, Kpamuato-romy0oit kyaxaysa, Bypoyas, Uemckas mactymba codaka,
Bononses, bopmep-kommn, bopaep-tepsep, Pycckas ncosas Oop3asa, BocHuiickas skecTkomepcTHAsA ToH4as, bocToH-
Tepbep, ApacHuckuii Oyebe, ®nanapckuii 6yBbe, Bokcep, Boliknu-cianwens, MranpsHckuii Opakk, OBepHCKas
nerasasi, bypoouckuit 6pakk, bpak romron, @parnysckuii Opakk, CeH-KepMeHCKH Opak, Bbpasmwisckuii Tepbep,
Bpuap, Cpenuumii Banzaeiickuii rpudon, bperonckuii smansons, Bpoxomemep, FOpckas rowuas, BykosumHCKas

oBuapka, bymp-3Ha-Teprepsl, Bymbrepbep, Bynprepsep (Munnatopssrii), byasmactud, Bymm Kyrra, KepH-Tepsep,



38

Xanaanckag codaka, Karaackas sckamocckas codaka, Kanaackuit moitarep, Kane-xopco, Tlopryraapsckas oBuapka,
Kao nme xacrpo-mabopeiipo, A3opckad mactymbsa codaka, Kapommrackas cobaka, PyMeIHCKad kapmaTckas OBUAPKA,
Jleomapmosas cobaka Karaxymsl, Karamonckas opuapka, Kapka3ckas osuapka, Kasajep KWHT-4apib3-CIIAHUCITH,
Cpemueaznarckas osuapka, Uemckwii poycek, Uemckuit Tepsep, [lomsckas 0op3ast, Uecanmuk-0¢ii-perpusep, Cepo-
rory6ag roryas, OpaHiry 3ckas yepHO-mieras roryast, Opaniysckas Oeno-uepHas cobaka, @paHIy3cKad TPEXIBETHASL
ronvas, Ymxyaxya, Ummmiickuii (okctepsep, Kuraiickmit uymius, Kwuralickas xoxmaras coOaka, Kuraiickas
nMmeparopckas codaka, Unnyk, Unnmumapaii, Uay-uay, Ypyreatickuii cumappon, UepHas osuapka, UHPHEKO IETb
OrHa, Knambep-cnanues, JmaromepetHbiil ko, Kommm kxoporkomepcerHsii, Kombait, Kopaosckas Oofirosas
cobaxka, Koron-me-tyneap, Kpurckas rormuas, Xopsarckas opuapka, Kambepienackas osuapka, KypuaBomepcTHbrit
perpusep, YexocnmoBamkas BOmubis coOaka, Taxca, Jamvarus, JleHIu-TWHMOHT-TEphep, JlaTCKo-ImBeacKas
(pepmepckad codaka, Aunro, JJodepman, bopmockuii nor, Kyomuckuit qor, ['Baremansckuii Oy nprepsep, Kapiukossriit
mor, JlpeHrckad kypomarouHad cobaxa, [pesep, Jyukep, [ommannckas osuapka, [OmaHACKUE CMOYCXOHZ,
BocTounoespomneiickad oBuapka, BocTtouHocuOupckas naiika, 250, AHrIHACKHE KOKEp-CHAHUCTb, AHITHHCKAA
eHOTOBas roH4as, AHrmuiickuii (oxcxaynn, AHrmumiickuit mactud, IlodiHTep, AHrmmiickuii cerrep, AHramickas
OBYApKa, AHIIHMHCKHH CIpPHHIECP-CIAHHCTh, AHIIMHCKHH TOH-Tephep, AHITMHCKHNM BOJSHOH CIIAHHCITD,
Anrmuiickuii Oenblii Teprep, DHTICOYXEp 3CHHCHXYHA, 10y0OH MHKApAUHCKUH CIAHHEIb, JCTOHCKAA TOHYAS,
Omrpensckas opuapka, Espasuep, ®@una-cmanuwens, Bpasuneckuii ¢uma, ®umo, DuHckas ronuas, DOuHCKUI
nannxysa, ®uackuil mmun, IIpamomepcTHeii perpusep, TaiiBanbckas Cobaka, I'mamxomepcTHsii (poxcTephep,
KecrromepceTHslii  (pokcTepbep, bBperoHckuit smaHboab, Ppannysckuit Oyiapaor, DpaHUy3CKuil CIaHHETb,
Wcnanckmii ramero, Jlanrxaap, Hemenmxuii muauep, Hemenkas osuapka, Kyprxaap, Hemeuxwmii BaxTeabXyHIA,
Hemeuxuii mmu, [dpatxaap, Pusenmuayuep, I'nen og Fmaan tepsep, 3oa0TucTsii perpusep, IlloTnanackuii certep,
Boapmas aHrao-(ppaHIy3CcKas YCPHO-TICras ToH4YasA, boibmmas aHrao-(ppaHiy3ckas KpacHO-Teras roH4as, boasmas
aHrno-(hpaHIy3cKas TpeXuBeTHAA ToHyas, bonpmoi Banaelickuii rpuddown, [Tyspropukanckuii mactu@, Hemenxmit
qor, IlupeHeiickas ropHas cobaka, Bonpmoii mBeHmapckwii 3¢HHCHXYHI, [ peHmaHackas cobaka, ['peixayHz,
Tony6oii rackoHckui rpuddon, bemsrutickuii rpudpon, bpetoHckuii perkesarsiii rpuhon, HusepHCkuii rpudoH,
I'yab-gonr, ['yae-Tepp, Maauiickas cobaka-3asn, [owuas [amuneToHa, [aHHOBEpCKad ronyas, Xapsep, [ aBaHCKuUit
ommoH, ["aBaiickag cobaka mon, ['mmanaiickas osuapka, Xokkaiigo, Xopras bopzas, Xosasapt, TpaHCHIbBAHCKAS
roHuas, HoBoszemanackas omuapka, XrOreHXYHZI, [lomeHko mOmmenko, Mcmanackas cobaka, MHawickwid i,
Hpnannckuii Oymsrepeep, HpmaHackuii kpacHO-Ocnibni cerrep, MpnaHackwii kpacHBIi cettep, Hpmanackuit
crappopmmmpckuii OympTepsep, Mpnannckuii Tepbep, Upmanackuii BOASHON ChaHWenb, MpiaHackuii BOJIKOAAB,
Hcerpmiickas kopoTkomepcTHas roHuast, Mctpuiickas sxecTkomepcTHas roHdas, MrampgHckas neBpeTka, JKek-
paccen-tepeep, Hemenxuii srarepsep, IBeackuii smkxaysa, Anonckuil xuH, SnoHCkuil mmun, AMOHCKHH TEpsep,
Joxonanrn, Kaiikanm, Kam, Kanran, Kannm, Kapakauanckag cobaka, Kapembsckas measexbs codaka, Kpamickas
osuapka, Keecxona, Keppu-6urme, Keppu-Omo-tepsep, Kasamep kuHT-uapie3-cnanueib, KoporeBckas oBHapka,
Kunramanu, Kumy, Komornop, Konkepxorase, Kymm, Kopeiickuit unano, Kopetickuit mactud, Kpompopacuaep,
Kymsmunckas owuapka, Kypu, Kysac, Kait meo, Jlabpamop xackuw, Jlabpamop-perpusep, Jlarorro-pomManboio,
JeiikneHn-Tepsep, Jlankammpckuit xunep, Jlanacup, Jlomapckas oncHeroHHas codaka, Jieoroeprep, JIxacckuit anco,
JluroBckas rToH4Yas, JlMWHHOmMEpCTHBIH yummeT, BpuwHmm3ckas Oofimosas cobaka, Manas npBHHas cobaxa,
Benrepckuii arap, bompmas npesecHas roHuad, Manpruiickas 6010HKa, MargecTep-Tepeep, MapeMmo-adpyIikas
osuapka, MakHa6, Kcomowrtixynntiam, MuHHATIOpHAs aBCTpaimiicKas OBUapka, MuHHaTiopHBIH Doxcrephep,
Munnartopusrii [Turuep, Murnatropsasiii [ITHaynep, MunnatropHsii Cubupckuii Xacku, PyMBIHCKas MHOPHTCKAS

oBuapka, Momocckas cobaka, UepHOTOpPCcKas TOpHAs ToHYasd, MOCKOBCKAsA CTOpOkeBasd, MOCKOBCKHI BOZOJA3,
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Tlopuas roruas, KenTykckad ropHas rowdas, Myxkyunec, Myan, Kapasannaa 6opsas, Bomsmoii MIOHCTEpICHIC,
Maurstii MroHcTEpIeHAE, KypuaBomepcTHsIii perpusep ¢ peku Myppeii, Heanommranckuii mactud, HetodaysmieHn,
Hororsuneiickas noromas codaka, Hopgpomk-cmanunens, Hoppomk-tepsep, HopboTTeHCKas natika, CepepHas buris,
CesepHas mHynTCcKas cobaxa, Hopeexckuii OyxyHn, Hopeeskckmit cepbiii 3nkxyHA, HopBexckuil IyHIEXYHA,
Hopsuu-teprep, Hopomotnarackuii perpusep, Crapomarckuii moitHTep, boOteiin, CrapoaHrmmiickuii Oyipaor,
UepHo-moamasnii Tepbep, CtapoHemenkad osuapka, Crapoanrmmiickuii 6ympaor, Orrepxayua, Hasappckuii ma4oH,
Ileticmu-teprep, KouTHHEHTANBHBIN TOH-cmaHuenb, llapcon-paccen-tepeep, Ilarepaeiin-tepbep, Ilekunec,
Kanapckuii mor, Ka-ne-60, Ilepyanckas opxuaes uakos, @ancH, ®apaoHoBa codaka, [TukapauiiCkuii CaHHEIT,
IInorr-xayun, Iloaenxo Kawnapwmo, Iloiiatep, Ilonsckuii orap, Ilomsckas ronyas, Iloabckas HU3WHHAS OBYApKa,
IMomeckas moxramsHckas osuapka, [lomepanckmit mmun, [loHT-omemepckuii cmanmens, [Iymems, Dapdoposas
ronyas, [Topryraneckuii noxenro, [lopryraneckuii [Toitarep, [TopTyramsckas BoaHas codaka, [Ipakckuii Kpeicapuk,
ITynems-noitarep, Momnc, Ilymu, ITymm, Ilynrcan, Ilupenelickuit mactu@, ITupeneiickas opuapka, Padeiipy oy
Anenrexy, Pamkamanaitsm, Pammypckas 6op3at, O6maBHas Opa3uibCkas TOH4YaAsA, AHAANYy3CKHH paTtoHepo, Par-
Tepbep, Kpacueiii xyuxayHn, Poaesmiickuii pumioek, Porseiinep, Pycckuit oxoTHuumii cnanuens, Pycckuii ToH,
Pyccko-eBpomeiickas maiika, J[xek-paccen-tepsep, Bomubs cobaxa Capnoca, Wcmanckas romuas, [lepcuackas
osuapka, Upanckas Ma3zannapanun Osuapka, Caxamuackuii xacku, Camoku, Camoen, Cancapu, IIlapmianunan,
[Manenaya, Mnnnepcresape, Cxunmepke, Crapoxopsarckas Oopsas, Pusenmnaynep, Mununatopusiii [ITHayuep,
MTnayuep cpenumii, [lIseiinapckas ronuad, Manas mBeifnapckas roxuas, JmMHHOIMEPCTHRIN ko, JupXayHA,
Mornanackuit Tepeep, CumuxeM-tepbep, HMTanpsHckas xopoTkomepcTHas rondas, CuOupckas e3moBas coOaxa,
Cepbckas ronuas, Cepbekas tpexuserHas ronyas, [Hapneii, [Henrn, Cuba-uny, [u-tiry, Cukoxy, [Iumonckas
osuapka, bononka, Cubupckuii xacku, [llenkosucterii BuHaxayHa, CuHramsckas ronuas, Cxaiitepsep, Cmorm,
Crosakwii uysay, CrioBankuii rpy0omepcTHbIi craBay, CroBankuii komos, CMaTaHaCKas roH4as, Manas rpeuccKas
cobaka, Upnasackuii MATKOIICPCTHBIN MIICHHYHBIH Tepbep, FOkHOpycckas oBuapka, FOxxHas ronuas, Mcmanckuit
mactu(d, Ucnanckas sogsuast cobaxa, Crnunowne, Jlykac-tepbep, CeHOepHap, Mamnbnii HeropayHaIeHN, CTaOuXyH,
Crapdpopmuup Oymereprep, [oruas Creana, Asctpuiickuii OpymacTerii Opakk, Cyccekc-cmanuesb, [IIBeackmii
nmanxysa, [Iseackuii BampxyHz, [Iseackuit buras, Meapexkps kaHaackas cobaka TanraH, TairaH, TamackaHckas
cobaxka, Teqmu Py3peast Teprep, Temomuan, Tenrepduna-tepoep, Talickuii 6anrky, Talckuil pumkOek, THOCTCK A
mactu(d, Tuberckuii cnanmens, Tuberckuii Tepeep, TopHbsk, Toca-uHy, Toii-Oymbmor, Toii-®oxkcreprep, Toii-
Mamnuectep-tepeep, Tpuunr Krop, TpunH-yokep KyHXayHJ, THPOJIbCKAs TOHYAs, YTOHAraH, BeHrepckas BBDKIA,
BonenmHO nraneaHo, Betimapanep, Bensimn-kopru kapauras, Bensm xopru nemMOpok, Yansckas ouapka, Benpm-
CHpHHTCp-CIaHueHb, Bempmrepbep, Becr-xalineHa-yaiT-tepbep, 3amagHocwOMpcKkas maika, Bectdansckas
TakcooOpa3Hasa ToH4uasd, BerrepxyH, Yummer, Bemprii amrmmiickmii Oympaor, bemas mBeiimapckas oBuapka,
Benrepckas JkecTkomepcTHas BbDkma, [puddon Kopramsca n HMopkmmpckuit Tepbep. COMNACHO HEKOTOPHIM
BapuaHTaM OCYIICCTBJICHUA MOITY AW A BKITHOUACT OAHY HITH HECCKOJIBKO YHCTOKPOBHBIX cobak (HaanMep, HMCHOIIUX
OJIWH THI TIOPO/IBI) WIH OJHY WIH HCCKOJIBKO COOAK CMCIIAHHOW MOPOJIBI (HAPHMEP, HMCIOIIHX HCCKOJIBKO THIIOB
nopox). CormacHO HEKOTOPBIM BAPHAHTAM OCYINECTBICHHS INOMYJLINHA IPEICTABILICT COOOH IMOMyIIAIHI0 COOaK
cMemaHHo# mopoas!, mmeromux JJHK w3 modoro uncna (Hampumep, 1, 2, 3,4, 5, 6, 7, 8, 9, 10 wm 6once 10) wm
KOMOWHAIIMH YHCTOKPOBHBIX COOAK.

[0073] CornacHo HEKOTOPHIM BAPHAHTAM OCYINECTBICHHUS POJCTBO Iy MOKET OBITH BBIYHCIICHO KAK OIS
TOMOJIOTUYHBIX aJUIeJICH, 0OIUX 111 2 HHANBHAYYMOB H3-32 HACHTHIHOCTH IO MPOMCX0)KACHHUIO OT 00IIET0 MpeKa,
W MOKET OBITh PAaBHO YABOCHHOMY Kod(duuueHTty poxactsa fy,, mpeamonaras, 4T0 HHIWBHAYYM HE SBIICTCS

nHOpeaAEbIM. Koa(hpuuueHT poaACTBa MOKET OTPAKATh BEPOSATHOCTD TOTO, UTO 2 AJUIENI, B3ATHIC W3 OJHOTO H TOTO
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ke JIOKyCa y 2 HHANBUAYYMOB, HACHTHYHBI IO TPOUCX0KACHUI0. OH MOXKET OBITh PaBeH KO3 DUIIMCHTY HHOPHAMHTA
A TOTCHUUATBbHOTO MOTOMCTBA MCKAY ABYMA HHAWBHAYYMAMHU X H ). O,Z[HaKO B ClIy4ac, KOrjga ABa HHAUBHIAyyMa
X ¥ y HHOPETHBI, IPEATIOI0KEHIE UTO Iy = 2*f, HemomycTUMO.

[0074] CormacHO HEKOTOPHIM BAPHAHTAM OCYLICCTBICHHSA CIIOCOO OMPCACICHUA CTCIICHH POICTBCHHOTO
orHomreHusa (COR) mexxny mpyms mHauBHayyMamu HasemaroT WOOPHS (B3BemenHOE HaOmoOAcHHE OOINETO
mapHOTO ramiotuma). CorlacHO HEKOTOPhIM BapuaHTaMm ocymiecTeiacHnss WOOPHS BRMOTHEH ¢ BO3MOKHOCTBIO
BBIYUCICHUA OLCHKH Ko3((uuuenra poacreerroro otHomeHusa (COR) Mexay TeCTHpPYEMBIM HHIWBHAYYMOM H
JPYTUMH WHIUBHAYYMAMH B TCHETHYECKO# Oa3e maHHbIX. COTJIACHO HEKOTOPHIM BAPHAHTAM OCYLICCTBIICHHUS
WOOPHS BBINIOTHEH C BO3MOKHOCTBIO BBIUHCIICHHS OLICHKH CTCIICHH WHOPHIHHIA MPEAINOJIaracMoro moToMCTBa
JBYX HHAUBHIYYMOB. CIloco6 MOXKET IMpeayCcMaTpUBATh MOTyYCHHE TCHOTHITHYCCKHUX JAHHBIX B KAYECTBE BXOIHBIX
JaHHBIX. Hampumep, reHOTHIMHYECKHUE JAHHBIC MOTYT OBITH ITOJIYHCHBI IMyTEM aHAIH3a OHOJOTHYECKHX 0OPa3LOB,
TOJIYYUCHHBIX Y TOIYJLINUH TCCTHPYCMBIX HHAUBHAYYMOB. CormacHo HCKOTOPBIM BapHAHTAM OCYIUCCTBJIICHUA
Omotoruaeckue 00pasLbl coAep KaT 00pa3Lbl KPOBH, 00Pa3IIbI CITFOHBL, 00Pa3Ibl MA3KOB, 00Pa3IBI KICTOK (HAPHUMED,
MAa30K M3 NOJIOCTH PTa WK INEKH) WM 00pasubl TkaHeH. COINIACHO HEKOTOPHIM BaPHAHTAM OCYILECCTBICHHS OLICHKA
Ipe Iy CMAaTPHBACT CEKBCHUPOBAHHE OHOJIOT HUCCKHX 00PA3I0B HIH HX IPOH3BOIHBIX C IOy YCHHEM ICHOTHITHYCCKUX
JaHHBIX. Hampumep, NpPOUTCHHS CEKBCHHUPOBAHHS MOTYT OBITh TNOJYYCHBI H3 OHOJOTHUYCCKHX OOpa3LoB C
HCIOJTb30BAHHEM JTFO00TO MOAXOMAIIETO CIoco0a cekBeHHpoBaHuA. Crioco6 CeKBEHHPOBAHMUA MOXKET IPEACTABIATD
co00i1 ciocod CEKBCHUPOBAHUS MIEPBOTO MOKOJICHUS, TAKOH Kak CekBeHUpoBaHHE Makcama-I mnbepra unu CaHrepa,
HIIH CTIOCO0 BBICOKOIIPOM3BOAHTEIBHOTO CEKBCHUPOBAHMS (HAIPHMEDP, CCKBEHHPOBAHHE CICAYIOIIETO MOKOJICHHS
unn NGS). Cnoco0 BBICOKONPOH3BOAUTEILHOTO CEKBEHHPOBAHHA MO)KET CEKBEHHPOBATh OJHOBPEMEHHO (MIIH IIO
CYIIECTBY OAHOBPEMEHHO) IO MeHbIIEH Mepe okono 10000, 100000, 1 Mmummuos, 10 Muummonos, 100 MUTHOHOB, 1
MIUTHApA Wik Oojiee MOJCKYd MOMHHYKICOTHAOB. CHOCOOBI CCKBCHHPOBAHHUS MOTYT MpPEAyCMaTpHBaTh Oc3
OTPAaHHWYCHUS. NHPOCCKBCHHPOBAHHE, CCKBCHHPOBAHHEC IyTEM CHHTE33, CCKBCHHPOBAHWUEC OJHOH MOJICKYJIbI,
HAHOTIOPOBOE CEKBCHUPOBAHHE, IMOJYHMPOBOJIHHKOBOC CCKBCHHPOBAHHC, CCKBCHHPOBAHHC ITyTEM JHTHPOBAHM,
CCKBCHHPOBAHHC IyTeM THOpmmm3ammu, H(poByr 3kcmpeccuio reHoB (Helicos), MaccoBoe mapauicIbHOC
CCKBCHHUpOBaHUC, HanpuMep, Helicos, KITOHATBHBIH 0THOMOJICKY IApHBIH MaccuB (Solexa/Illumina), cekBeHUPOBAHIC
¢ ucmop3oBaHueM mwmatdopm PacBio, SOLID, Ion Torrent mmm Nanopore.

[0075] CormacHO HCKOTOPHIM BAPHAHTAM OCYINCCTBICHHSA CCKBCHHPOBAHHC TPCAYCMATPHBACT
moHOTCHOMHOE cekBeHUpoBaHue (WGS). CeKBCHHPOBAHHE MOXKCT OBITh BHITIOJTHCHO HA TJTyOWHE, JOCTATOYHOMN I
TOJTYHCHHS SKSIIACMOTO TAINIOTHIIA C JKETACMBIMH XaPAKTCPHUCTHKAMHE (HAMPUME]P, TOYHOCTBIO, Yy BCTBHTCIbHOCTHIO,
CHCHH(UIHOCTBI0, TOJOKHTCTBHON MPOTHOCTHYCCKOW ICHHOCTRIO (PPV), oTpmmareipHOW TPOTHOCTHUCCKOH
neHHOCThI0 (NPV) mm mnomaneto nox kpusoii (AUC) rpaduka 3aBHCHMOCTH YYBCTBHTCJIBHOCTH OT YacCTOTHI
T0kHONONI0KUTENbHBIX 3akmioucHui (ROC)). CornacHO HEKOTOPHIM BAPHAHTAM OCYIICCTBICHHS CEKBCHHPOBAHHUC
mpoBOIAT HA TyOmHE 0K0J10 20X, okomo 30X, okomo 40X, oxomo 50X, okono 60X, oxomo 70X, okono 80X, okomo
90X, okono 100X, oxomo 150X, okono 200X, oxono 250X, okono 300X, oxono 350X, oxomo 400X, oxomo 450X,
oxomo 500X mmm oxomo Oomee 500X. CormacHO HECKOTOPBIM BAPHAHTAM OCYIICCTBICHHA CCKBCHHPOBAHINC
BBITIOJTHAIOT CIIOCOO0M «HH3KOTO TMPOX0Ja», HATPUMEP, HA TIyomHe He Ooiee okomo 12X, He Oomee okoo 11X, He
6osee okoy0 10X, He Ooee okoj0 9X, He Oosee okoo 8X, He Oojee 0koj0 7X, He 6oJiee 0koJIo 6 X, HE 00JICE OKOJIO
5X, He 6oaee okojo 4X, He Oosee okoo 3,5X, He Oonee okoo 3X, He Oosee okoyo 2,5X, He Ooyece okoyo 2X, HE
6o1ee okoi10 1,5X umm He 60ee okoJo 1X.

[0076] CornacHO HEKOTOPHIM BApHAHTAM OCYINCCTBJICHHSA IPOYTCHHS CCKBCHHUPOBAHUS MOTYT OBITH

BBIPDOBHCHBI C J3TAJJOHHBIM TCHOMOM. OTAJOHHBIA TCHOM MOYKCT COACPKATh IO MCHBIICH MEPE YaCTh TCHOMA
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(HampuMep, TeHOM COOAKH WIJTH TCHOM YCJIOBEKA). JTAJOHHBIH T€HOM MOSKET COACPKAaTh IONHBINH TCHOM (HAampuMep,
TIOJTHBIH TECHOM COOAKH WM IIOJIHBIH T'CHOM YEJIOBCKA). JTAJOHHBIH TCHOM MOXET COAEpXaTh 0a3y MaHHBIX,
COZCP’KAIYI0 MHOKECTBO TCHOMHBIX 00JacTel, KOTOPhIE COOTBETCTBYIOT KOJHPYIOINMM H/HIH HEKOIHPYIOIIHM
TCHOMHBIM O0OJNacTsIM TeHOMA. ba3a [JaHHBIX MOXKET COJCPKaTh MHOMKECTBO TICHOMHBIX O0JAacTel, KOTOpBIC
COOTBETCTBYIOT KOJUPYIOIIMM W/mim HekoaupyromuM [BD reHOMHBIM 00NacTAM TE€HOMA, TaKUM Kak
OHOHYKJICOTHIHBIC BapuaHTHI (SNV), oqHOHYKIeoTHIHbIC noauMopdu3Mel (SNP), BapHaHTBI KOJIMYECTBA KOMHI
(CNV), BcTaBKH WM JCICUMH (MHACIBI) W TCHBI CTUAHUA. BRIpABHUBAHHE MOYKHO BBIIOJHATH C HCIIOJIB30BAHHCM
agropurma bappoy3a-Yunepa unu gpyroro aaropuTMa BHIPaBHUBAHUSL

[0077] CornacHO HEKOTOPBIM BapHAHTAM OCYIICCTBICHHA KOJHUYCCTBCHHBIC ITOKA3aTCIH IMPOYTCHUH
CCKBCHUPOBAHUS MOKHO MOJYYHTh U1 KOKIOH U3 MHOKECTBA ICHOMHBIX oOiacteil. MoryT ObITh CTCHEPHPOBAHbI
KOJHMYCCTBCHHBIC MOKA3aTC/IM MPOYTCHUN CEKBCHHPOBAHHUA, TAKHE KAK KOJIHMYECTBO NMPOYTCHUI CEKBEHHPOBAHHA
JHK, xoTopbic BBIPaBHHBAIOT C JAHHOH T¢HOMHOH 0071acThi0. [IPOUTCHUS CEKBEHUPOBAHUA, B KOTOPHIX 4acTh HJIH
BCC IPOYTCHUSA CEKBCHHPOBAHHA COBNAJAIOT C JAHHBIM YYAaCTKOM I'CHOMA, MOTYT OBITh 3aCUHTAHBI B KAucCTBC
KOJIMYECTBCHHOTO MOKA3aTels UL 3TOro ydacTka reHoma. COINIaCHO HEKOTOPBIM BapHAHTAM OCYILCCTBIICHHS
TeHOMHbIE 00JIACTH MOTYT COJCPrKaTh FTEHETHYECKIE MapKepsl, Takue kak Mapkeps! IBD. TlartepHs! cenuduueckux
u Hecnenu(puueckux 00aacTeii FCHOMAa MOTYT CBHACTEILCTBOBATh O POACTBE MEKIY HHAMBHIYYMAMH.

[0078] CormacHO HEKOTOPHIM BapHAHTAM OCYHICCTBICHHA H3MEPEHHE MHOXKECTBA IPOYTCHHI
cexseHuposanusd JJHK npeaycMmarpuBacT npoBeACHHE H3MEPEHHH CBA3BIBAHUA MHOKeCcTBA MOJIeKy 1 JIHK B kavkaoi
W3 MHOKECTBA TCHOMHBIX obOsactel. COIacHO HEKOTOPHIM BAapPHAHTAM OCYINECTBJICHHA NMPOBEICHHE H3MEPCHUI
CBA3BIBAHHA NMPECAYCMATPUBACT aHATIH3 MHOKecTBa MoJieky 1 JJHK ¢ mcmosms30BaHHEM 30HAOB, KOTOPBIC ABIAIOTCS
CCJICKTHBHBIMH IO MCHBINCH Mepe U1 YaCTH MHOJKECTBA TCHOMHBIX 00nacTell BO MHOkecTBe Mosekya JHK.
CorracHO HEeKOTOPHIM BAPHAHTAM OCYILCCTBICHHUS 30HABI MPEACTABILIOT COO0I MOJCKYJIBI Hy KICHHOBBIX KHCIIOT,
MOCTCAOBATEIBHOCTH KOTOPBIX KOMILJIEMEHTAPHBI IIOCJIEAOBATCIBHOCTSAM HYKICHHOBBIX KHCJIOT MHOKECTBA
TeHOMHBIX oOmactedi. COracHO HEKOTOPHIM BapHAHTAM OCYIICCTBICHHUS HYKJICHHOBOH KHCIOTHI IPEICTABILIIOT
co00 mpaiMepsl WM OOOTAMIAIOINHC TOCICA0BATCIFHOCTH. COTJIACHO HCKOTOPBIM BAPHAHTAM OCYINCCTBICHHSA
aHATH3 MPCIYCMATPHUBACT MCIOTB30BAHAC MATPHYHOH THOPHIH3ALHIH, IO THMEPasHOo# nemHoi peakimu (TTLP) wm
CCKBCHHUPOBAHMA HY KJICHHOBBIX KHCJOT.

[0079] CormacHO HECKOTOPHIM BAPHAHTAM OCYINCCTBICHHA CHOCOO JOMOJHHTCIBHO TNPCAYCMATPHBACT
oborameHne MHOKecTBa MOJIekyn JIHK mo MeHbmcH mMepe YacThEO MHOXKSCTBA TCHOMHBIX oOjacteil. CoriacHo
HEKOTOPHIM BAPHAHTAM OCYINECTBICHHUS OOOTaliCHWE BKIOYACT aMIUTH(ukammroo MHOkecTBa Monekyn JHK.
Hanpumep, muokecTBO Moaekysr JIHK M0kHO aMImmu(pUIPOBATh MyTEM CEICKTUBHOM aMIU(pUKauy (HampuMep,
C HCNOIBb30BAHHEM HaOOpa TpadiMEepOB WM 30HIOB, COACPKAMICTO MOJEKYJIbl HYKICHHOBBIX KHCIOT,
MOCICAOBATEIBHOCTH KOTOPBIX KOMIIJIEMEHTAPHBI IOCIEAOBATCIBHOCTAM HYKICHHOBBIX KHCJIOT MHOYKECTBA
TCHOMHBIX 00JacTeii). ATBTCPHATHBHO WM B COYCTAHUH, MHOXKeCTBO Mouekyn JJHK moxHO amMmmdpuouposats
MOCPCACTBOM YHHBCPCANPHONH aMIH(PUKANHN (HAPHAMEP, C WCMNOJB30BAHACM YHHBCPCATBHBIX MPANMCPOB).
CormacHo HEKOTOPBHIM BAPHAHTAM OCYINECTBICHHUS OOOTAICHHE MPEIyCMATPHBACT CEICKTHBHOC BBIICICHHUEC IO
MEHBIICH Mepe YacTH (HampuMep, MOHOHYKJICOTHIOB H/MIIH JUHYKJICOTHIOB) MHOXKecTBa Mosreky 1 JTHK.

[0080] CornacHo HEKOTOPBIM BAPHAHTAM OCYIICCTBICHHS KOJIHMICCTBO MPOUTeHHH cekBeHupoBanmsa JJHK
MOJKCT OBITh HOPMATH30BAHO MM CKOPPCKTHPOBAHO. Hampumep, KOMH4IeCcTBO mMpouTcHH cekpeHHpoBaHus JHK
MOET OBITh HOPMATH30BAHO H/WIIH CKOPPEKTHPOBAHO C YUCTOM H3BECTHBIX MOTPEITHOCTEH ITPH CCKBECHUPOBAHUH 1

TOJTyYCHUH OHONMOTCKH W/HIHM W3BECTHBIX IOTPEHIHOCTEH NPH CEKBCHUPOBAHWH W IOJYYCHHH OHOIHOTCKH.
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CormacHo HEKOTOPHIM BAPHAHTAM OCYIIECTBICHHS MOAMHOKECTBO KOJHYCCTBCHHBIX H3MECPCHHH WIIH ITOJCUCTOB
MOXET OBITh OT(IIIBTPOBAHO, HAIPHMEDP, HA OCHOBE MOKA3ATEII KAUECTBA MPOYTCHHUH CCKBCHHPOBAHIISL

[0081] Cmocob onpeaencHusa ctencHA poacTBeHHOTO oTHOMmMCHMA (COR) Mexy IBYMS HHIUBHIYYMAMH
MOXET TpeyCMaTPHBaTh NPHMCHEHHE anropuT™a (azupoBaHus 11 0OpabOTKH TCHOTHIIMYECKUX JAHHBIX C
TIOJTyYCHHUEM TaIUIOTHITHYECKUX JaHHBIX. Harmpumep, 3T0 MOKET OBITh JOCTUTHYTO Iy TEM Pa3ACICHHS HAOF0TaEMBIX
TCHOTHIIOB I OOJBINOTO YHCJIA OJHOHYKICOTHAHBIX mosmMmopduizmos (SNP), o0mux 1 HHIMBHAYYMOB IIO
XpOMOCOME, HAa PAAbI TAIIOTHIOB (HAPUMEpP, aJUICTH, KOTOPBIC, BEPOSATHO, BCTPEUAIOTCS HA OJHOW U TOH ke
POIMTEIBCKOH XPOMOCOME M YHACJIEIOBaHBI BMecTe). Hampmmep, amroput™ (a3sHpoBaHHA TAIUIOTHIIOB MOXKET
MpeycMaTpuBaTh aNropuT™M (pa3HpOBaHHS TAIUIOTUIIOB HAa OCHOBE 3TajOHA (HAampuUMeEp, COACPKAINUH ITOMCK Ha
OCHOBE CKpBITOH Moaemu Mapkopa). CornacHO HEKOTOPHIM BApHAHTAM OCYINCCTBICHHS aNrOpUTM (pa3upoOBaHH
TaluIOTUIIOB HA OCHOBE 3TanoHa coacpkur aiaroput™ Eaglel, amroputm Eagle2, amropurm PHASE, amroputm
fastPHASE, amroputv BEAGLE, anropurm Findhap, amropurm Impute, anropurym Fimpute, anropurm Alphalmpute,
agropurm IMPUTE2, amroputm MaCH, amropurm SHAPEITI1, amropurm SHAPEIT2, amroputrm SHAPEITS3,
amroputm  SHAPEIT4 wm ux koMOuHAumio. AJIBTCPHATHBHO, AJTOPUTM (Pa3HpOBAHUS TAIUIOTHIIOB MOXKET
Ipe Iy cMaTPUBaTh aIropuTM (pa3HpPOBaHHA TAIUIOTHIIOB HA OCHOBE KOTOPT.

[0082] CoraacHO HEKOTOPBIM BAPHAHTAM OCYILCCTBICHHS CIIOCOO OMPEACICHHS CTCIICHH POJICTBEHHOTO
orHowmeHua (COR) mexxay OByMsS HHOMBHIYYMAaMHU IPEXycMaTpuBaeT 00pabOTKy TaIUIOTHIHYCCKUX NAHHBIX UL
HOCHTH(UKAUY COBNAJCHHS TaIUIOTHUIIOB, KOTOPBIC HACHTUYHBI IO HPOHCXOkacHuI0 (IBD) Mexkay MHOKECTBOM
HHIAMBUAYYMOB B momyinuu. Hampumep, ramiotumsl IBD Moryt ObITh HACHTH(UIMPOBAHBI MEXIY BCEMH
HHAMBUAYYMAMH MONYJAIHH HIH MEKIy HAOOPOM TECTHPYEMBIX HHAMBHIAYYMOB H HAOOPOM 3TaJOHHBIX
HHAUBUAYYMOB. COIJacHO HEKOTOPHIM BAPHAHTAM OCYILECTBJICHHS COBIAJCHHE TAIUIOTHIIOB HACHTU(HIMPYIOT,
KOTZa OHH COOTBETCTBYHOT IIOPOTOBOMY pa3Mepy (HampuMmep, OOJbIIe MOPOrOBOTO pa3Mepa, Kak HampuMEp, OKOJIO
100 ThICSY map HyKJICOTHAOB (T.I.H.), 0k00 200 T.1.H., okoJo 300 T.1m.H., okoio 400 T.1.H., okoJ0 500 T.1L.H., OKOJIO
600 T.a.H., okomo 700 T.mH., okojgo 800 T.LH., okoso 900 T.mH. wid okoyio 1000 T.I.H.) W/HIH OXBATBHIBAIOT
MHHHMAJTBHOE MOPOTOBOC YHCJO TCHETHYCCKHX MapkepoB (Hampumep, okoJio 30, okomno 40, okono 50, oxono 60,
oxoJ10 70, okomo 80, okomo 90 mwmm okono 100 pa3IMYHBIX TEHETHUCCKUX Mapkepos). M aeHTH(HKAIHMEO COBIaACHAH
TAIJIOTHIIOB MOYKHO MPOBOAUTH ¢ mpuMcHeHHEM aiaroputva GERMLINE (Hampumep, ¢ TamIioHIHON MCTKOMH),
amropurma PLINK, amroputma PREST, anropurma cnyuaiinoit mpoekmmm 1 obHapykewus IBD (RaPID),
anmropurma Obictporo oOHapyxeHus IBD o6mumx rammorunos (FISHR), ycoBepmieHCTBOBAaHHOTO airopHTMa
uacHTHYHOCTH o mpoucxokacHuro (IBD), amropuwrma fastIBD, amropurma KING, amroputma HaploScore,
anmropurma TRUFFLE nnw ux KoMOWHATHH.

[0083] CormacHO HCKOTOPBHIM BAPHAHTAM OCYHICCTBICHHA CIIOCOO OMPCACICHUA CTCIICHH POICTBCHHOTO
orHomeHusA (COR) Mexay AByMs HHOIMBHAYYMAMH IPEIyCMATPHBACT HCIIOJB30BAHHE ANTOPHTMA MOCTOOPAOOTKH
COTIOCTABJICHUS /TS YUETa COBIIATAOINNX TAIIOTHIIOB MEX/Ty IBYMs OTJCIbHBIME coOakaMu (HampuMmep, cobakoii A
u cobakoii B), Brmouad apa ramiotumna Ha cobaky (Hanpumep, A.0, A.1, B.0 u B.1) u pa3acicHIC WX HA THCKPCTHBIC
TCHOMHBIC HHTEPBAIBL.

[0084] CormacHO HCKOTOPHIM BAPHAHTAM OCYLICCTBICHHSA CIIOCOO OMPCACICHUA CTCIICHH POICTBCHHOTO
orHomreHuss (COR) mexxkay ABYMSA HHIMBHAYYMAMH NPEAYCMATPHBACT [UIA KAXKIOTO AUCKPETHOTO TI'€HOMHOTO
HWHTEPBAJIA OLCHKY COCTOSHHH BCEX BO3ZMOKHBIX THIIOB COBIACHMS TAIUIOTHIIOB B THCKPETHOM TCHOMHOM HHTEPBAJIC
M MOACYET KOJMUYCCTBA TAKUX COBMAACHHUH (JacT OAHY WJIHM JBC OLCHKH HA TCHOMHBIH WHTEpBad). Hampumep,
COBIAJICHHUA MOTYT BKIFOUATh COBIAJCHHSA IO «TOMO3ZHTOTHOCTH» B MpeAciax omHoOH codaku (Hanmpumep, A.0|A.1)

WIN MapHbIC) COBNAJCHHA MCEXKAy TaIUIOTHIAMHU y aBYX cobak (Hampmmep, A.0[B.1). CoriacHo HEKOTOPBIM
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BApPHAHTAM OCYIICCTBICHHA TUCKPCTHBIC TCHOMHBIC HHTCPBAJIBI OIICHUBAIOT HA OCHOBC (1) CTCNICHH COBIAACHUS IO
TOMOBUTOTHOCTH JHCKPETHOTO T€HOMHOTO HHTECPBAJIA Y NEPBOTO HHIMBHIYYMA HJIM BTOPOTO HHAWBHIyyMa H (ii)
CTCIICHU IMOMMAPHOTO COBHAACHHA AUCKPECTHOTO ICHOMHOIO HHTCPBAJIA MCKAY NCPBBIM HHAWBHAYYMOM H BTOPBIM
HHOAUBHAYYMOM, C MOJIy4YCHHEM TaKUM 06p330M MHOKCCTBA OLICHOK COBIAACHHUA ITO TOMO3HTIOTHOCTH H MHOKCCTBA
OILICHOK ITOIIAPHOTO COBIAACHUS.

[0085] CormacHO HEKOTOPHIM BAPHAHTAM OCYLICCTBICHHSA CIIOCOO OMPEACICHUA CTCIICHH POICTBCHHOTO
oromeHna (COR) mekay ABYMSA HWHAMBHAYYMAMH NPEAYyCMATPHBACT KOPPECKTHPOBKY MHOKECTBA OLCHOK
MOIIAPHOTO COBMNAACHUS HA OCHOBE COTJVIACOBAHHOCTH JAHHON OLICHKH IMOTAPHOTO COBIMAJCHHUS C COOTBETCTBYIOIICH
OHeHKOﬁ COBHNAACHUA IO TOMO3HTOTHOCTH, C MOJIYyUCHHUEM TAKHM 06p330M MHOKCCTBA CKOPPCKTUPOBAHHBIX OLICHOK
MOMAPHOTO coBHaacHUA. Hampumep, COBIaACHUA IO TOMOZUTOTHOCTH MOKHO HCHOJIB30BATh A1 KKOPPCKTHPOBKID)
WIH PETYJMPOBKHU OLUCHKH JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB C HCIIOCTOSAHHBIM HWJIH HCBO3MOYKHBIM KOJTHYICCTBOM
MOIApHBIX coBmaacHui. M3-3a npucymeil (aze ramioTuna HEONMPEACICHHOCTH COBNAJCHUA TaIUIOTUIIOB Y COOAKU
MOTYT C OOJIBIICH BEPOATHOCTBIO MPEACTABIATh HCTHHHOC [BD, ueM COBHIAJCHHUA TAIUIOTHIIOB MEXIY IBYMS
cobakamu. Crenosarempao, WOOPHS MosxeT mpeaycMaTpuBaTh HCIIOJIB30BAHUC COBIMAACHUI MO TOMO3HIOTHOCTH
V11 «KOPPEKTHPOBKH» TUCKPETHBIX TCHOMHBIX HHTCPBAIOB C HEMOCTOSHHBIM MM HEBO3MOKHBIM KOJHYCCTBOM
MOMAPHBIX COBMaAcHUH. Hampumep, HCTHHHBIC COBHIAICHHA MOTYT BCTPEUATHCA TOJBKO B OTPAHHYCHHOM YHCTIC
ciayuyaes. Hampumep, ecmu 0Ha U TOJBKO OHA coOaka cpeau mapsl codak (A u B) romosurotHa (Hampumep, A.0 =
A,1), To MOXeT ObITh TOTBKO 2 Wi 4 momapHbIX coBnaacHus (Hampumep, {A.0 = A,1 =B.0, wm A.0 = A,1 = B,1}
umn {A.0 = A1 = B.0 = B,1}). Ora xOppeKkTHPOBKAa MOXKET OBITh BBIIOJHEHA 11 KOPPEKTHPOBKH OLEHKH BCEX
JUCKPETHBIX HHTCPBAJIOB ISl TOTO, YTOOBI OHA COOTBETCTBOBAJIA BO3MOIKHBIM COCTOSTHHUSIM.

[0086] CornacHO HEKOTOPBIM BapHAHTAM OCYINCCTBICHHS CIIOCOO OMPEACICHHS CTCIICHH POJCTBEHHOTO
orHomeHus (COR) mexkay aByms MHAHBHAYYMAMH HPEIyCMATPHBACT MPHUCBOCHHE MHOYKECTBA BECOB MHOIKECTBY
JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC MHOJKCCTBA COCTOSHHHA HACHTHYHOCTH UL ABYX AJUICICH V IBYX
JUINIOUOHBIX HHAWBHUIAYYMOB, W BBIYHCJICHHC B3BCIICHHOH CYMMBI OLICHOK T'CHOMHBIX HHTCPBAJIOB C IOJIYUCHHCM
COR w/umu COK. Hampumep, Beca MOTYT OBITh OMPSACICHBI T KAKAOTO JUCKPCTHOTO TCHOMHOTO HHTCPBAJIA AT
€ro YacTUYHOTO BKJAJA B CXOJCTBO W/WJIM POACTBO (HATIPHMEP, MO OTHOLICHUIO K KO3((PHIHCHTY POICTBEHHOTO
oraomeHua (COR) wumn xoa(p¢mumeHTy poactea (COK)). 310 MOXKET OBITh BBIIOJTHCHO B COOTBCTCTBHH C
moaxomoM, omucaHHeM, Hampumep, B Hedrick and Lacy, J. Hered., “Measuring relatedness between inbred
individuals,” 2015 Jan-Feb, 106(1): 20-5, KOTOpHIif BKIFOUCH B HACTOSAIIMIA JOKYMCHT MOCPSACTBOM CCBITKH BO BCCH
cBocli mosHOTEe. Hampumep, MHOMKECTBO COCTOSHHH HICHTHYHOCTH MOXKET NPEAyCMATPHBATh COCTOSHUS
HACHTHYHOCTH, BI)I6paHH]>Ie u3 Ta6m/1u1>1 1, U MHOX>XCCTBO BCCOB MOIYT OBITH OPUCBOCHBI HA OCHOBC MHOKCCTBA
BKIAJOB B POJCTBO 7y, Kak mepeyncneHo B Tabmuue 1. CornacHo HEKOTOPBIM BAPHAHTAM OCYINCCTEICHHS CTETICHD
POJICTBCHHOTO OTHOWICHHUA COJACPKUT KOA(P(PHIHUCHT POACTBCHHOTO OTHONICHWA. HampmMep, B3BCIICHHAA CyMMa

MOKCT OBITh BBIUHCIICHA A1 MHOKECTBA AUCKPETHBIX TCHOMHBIX HHTCPBAJIOB COBHABHICTO CCTMCHTA, TAK YTO

A1+ A7 + (0,75 x A3) + (0,5 x 48)
B3BEIICHHAA CYMMa BBIPAXKCHA TOCPEJCTBOM: Ty = T . CorlacHO HCKOTOPBIM BapHAHTAM

OCYLICCTBJICHAA CTCNICHb POACTBCHHOTO OTHOIUCHHUA COACPKHUT Kod(pduuueHT poactea. Hampumep, B3BCIICHHAS

CyMMa MOKET OBITh BBIYHCJICHA A1 MHOKECTBA JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB COBIIABIICTO CCTMCHTA, TAK YTO

A1+ (0,5 x (43 + A7)) + (0,25 x 48)

B3BCHICHHAS CyMMA BHIPYKEHA MOCPEICTBOM: Ky, = L



44

[0087] Tab6mma 1.9 cocTOAHMIT MWACHTHYIHOCTH 1A 2 ajTesieli y 2 TUIUIONTHBIX HHANBHIYYMOB, /1

COCTOSTHNA, HACHTHYHBIC 1O MPOUCXOKICHUI0, COCTHHCHBI JIMHAEI

gﬁggﬁmﬁgﬂﬁ BepoarsocTteBraan B fx’y Braan e Ly
a-—~»b
| A, 1 1
c—d
8 by
A, 0 0
Cc—d
a—~>b
|/ ﬁ-’kr ]ér!e:i ?};"’4
G ol
a—~mh
A, 0 0
C d
a b
/| A 1/2 3/4
ced
a b
A 0 0
g g
= | b
| A, 1/2 1
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b
l As 1/4 1/2
c d
a 4]
Ay 0 0
C d

2 ajiens B HHAWBHAYYME X MPEACTABILIIOT cO00H a U b, a 2 aiens B HHANBHAYYME Y IIPESACTABILIIOT COO0H
c u d rOpI/ISOHTaJ'IBHBIe JUHAHA YKa3bIBAIOT HA TOMO3HITOTHOCTP HHAHWBHAYYMA II0 HACHTHYIHOCTH IIO
TPOUCXOKIACHHUIO. HJ’[}I JAHHBIX COCTOSIHHH HACHTHYHOCTH 3HAYCHHUA Ai JA0T BCPOATHOCTP HACHTHYHOCTH IIO
MPOXCXOKACHHIO, 4 IIPaBbIc 2 CTOJIONA YKA3hIBAIOT BKJIA B KO3 PUIHeHT HHOpHIMHTA fyy MOTOMCTBA HHIHBHIYYMOB
X H 'Y H POIACTBO I'yy MEXKAY HHIMBHAYYMAMH X H'Y.

[0088] O6Gob6mas yka3aHHOC BBIIC, CMOCO0 OomMpeAcHCHHsA CTencHH poAacTBeHHOTO oTHomcHHS (COR)
MEKAY JBYMSI HHIVBHIYYMAMH MOXKET IPEyCMATPHBATh HACHTH(UKANHIO Y4acTKOB IBD (ha3npoBaHHBIX TaHHBIX,
OLCHKY AHCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC KOJHYUCCTB HaGJIIO,Z[aeMBIX TIOTIAPHBIX COBHaZ[eHI/Iﬁ
TaIJIOTHIIA, MPOBEACHUS KOPPSKTUPOBKHU KOJTHYESCTBA MOMAPHOTO COBMAACHHASA HA OCHOBE COCTOSIHHI TOMOZHTOTHOCTH
TpH JUCKPCTHBIX TCHOMHBIX HHTCPBATAX, MPUCBOCHUC BCCOB AHUCKPCTHBIM YYACTKAM H BBIYMHCJIICHUC B3BCIIICHHOH

CYMMBI C TIOJTYHICHHCM OLCHOK KO3 (HIIHEHTA POJICTBEHHOTO OTHONICHUS H/HiH KO3((HIHCHTA POACTBA.

[0089] BoruHCANTEILHBIE CHCTEMbI
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[0090] Hactosmee  m300peTCHHC OTHOCHTCSI K  BBMMHCIUTCIBHBIM  CHCTEMAM, KOTOPBIC
3aMpPOrpPaMMHPOBAHEI HA BBITIOJHCHHC CHOCOOOB COTJIACHO HACTOsAmEeMy H300percHmro. Ha ¢ur. 2 moxazaHa
BBIYUCITHTCIIFHAS cucTeMa 201, xoTopas 3amporpaMMHUpPOBAHA WM WHBIM 0OPa30M BBINIOJTHCHA C BO3MOKHOCTD,
HANIPUMEP, MOJYUYCHUA TAIUVIOTHIHYECKUX AAHHBIX A/ MOMYJIIIHH TECTHPYEMBIX HHAWBHAYYMOB (Hampumep, rac
TAITIOTUITHYICCKIC JAHHBIC CONCPYKAT MHOKCCTBO TCHETHUYCCKHAX MApKEPOB, OOMMX I MOMY/IALHH TCCTHPYCSMBIX
MHANBUAYYMOB), pa3AciACHHs TAIIOTUNHYCCKUX [JAHHBIX HA CETMEHTBI HA OCHOBE MHOMKECTBA TCHETHUCCKHX
MapKepOB, COMOCTABICHUA HA OCHOBE MHOXKECTBA TCHETHUCCKUX MAPKEPOB CETMEHTOB TAIVIOTHIHMYECKUX JAHHBIX,
KOTOpPbIC MACHTHYHBI MO HPOUCXOKACHUIO, MEKAY NEPBBIM HHAWBHAYYMOM H BTOPBIM HHIMBHIYYMOM CpEIau
TIOTY LU TECTHPYCMBIX HHAMBHAYYMOB (HAPHUMED, TAC KKABIM U3 COBIABIINX CETMEHTOB HMECT NMEPBBIH pa3Mep,
KOTOPBIT MPEACTABIACT COOO0H MO MCHBINCH MEPe MPEABAPUTEIHLHO ONPEACIICHHBIH ITOPOTOBBIH pa3Mep, U COACPKUT
MO0 MCHBIICH MEpE MPEABAPUTCIBHO ONPEACICHHOE YHCIO TEHETHUYCCKHX MApKEPOB), PA3ACICHHS COBIABIIHX
CCTMECHTOB HA MHOJKECTBO AUCKPETHBIX T€HOMHBIX MHTCPBAJOB, OLCHKH AMCKPETHBIX T'CHOMHBIX HHTCPBAJIOB HA
OCHOBC (1) CTCIICHU COBNAJCHHUSA MO TOMO3HIOTHOCTH JUCKPETHOTO TCHOMHOTO HHTEPBAJA Y MICPBOTO HHAMBHIAYYMA
WIH BTOPOTO MHAUBUAYYMA WM (i) CTCICHH MOMAPHOTO COBIAACHUA JHCKPETHOTO TCHOMHOTO HHTCPBAJIA MCEKIY
NMEPBBIM HHAWBHAYYMOM H BTOPBIM HHIWUBHIYYMOM, C TIOJIYYCHHEM TaKuM OOpa3oM MHOXKECTBA OIICHOK,
KOPPEKTHPOBKH MHOKECTBA OIICHOK HAa OCHOBC COTJIACOBAHHOCTH MHOYKECTBA OLICHOK, MOJy4Yas TaKuM 00pazoM
MHOKECTBO CKOPPCKTHPOBAHHBIX OLICHOK, NPHCBOCHHA MHOXKECTBA BECOB MHOYKECTBY JUCKPETHBIX ICHOMHBIX
HHTEPBAJIOB (HAIIPUMEP, HA OCHOBE MHOKECTBA CKOPPEKTHPOBAHHBIX OLCHOK JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB),
BBIUUCICHUA B3BCIICHHON CYMMBI I MHO)KECTBA JHUCKPETHBIX I'CHOMHBIX HHTEPBAJIOB COBIABLICTO CETMEHTA
(HampuMep, Ha OCHOBE MHOJKECTBA CKOPPEKTHPOBAHHBIX OIICHOK U MHOXKECTBA BECOB), H OICHKH CTCIICHU
POJACTBEHHOTO OTHOLICHHA MEKIY NEPBBIM HHAMBHAYYMOM H BTOPBIM HHAMBHAYYMOM (HAIpHMEp, HA OCHOBEC
B3BCIICHHBIX CYMM COBIABIIHX CETMECHTOB). BrrumcimmrenpHas cuctema 201 MOXKET PEryJIHpOBaTh Pa3IHYHBIC
aCMEeKThl AHAJN3a, BBIMHCICHUSA M TOJYYCHHS COTJIACHO HACTOSIICMY H300PCTCHUIO, TAaKHE KAaK, HAIpHMED,
TOJIYYCHHUE TalIOTUIUYECCKUX JAHHBIX IS TOMYJSIIUH TECTHPYEMBIX WHIUBUAYYMOB (HANpUMEpP, KOTrJa
TAIIOTHITHYCCKIC JAHHBIC CONCPKAT MHOKCCTBO TCHCTHUCCKHX MAPKCPOB, OOMIMX I MOMY/IALHH TCCTHPYSMBIX
MHIUBUAYYMOB), pa3JclcHHE TaIUVIOTHIMYCCKUX JAHHBIX HA CETMEHTBI HA OCHOBE MHOMECTBA T'C€HETHUCCKHX
MapKEPOB, COTIOCTABJICHHUE HA OCHOBE MHOYKECTBA ICHETHUCCKUX MAPKEPOB CETMEHTOB TaIUIOTHITHYECKHUX JTAHHBIX,
KOTOpbIC HACHTHYHBI IO MPOUCXOKACHUIO, MEKAY INEPBBIM HHIWBHAYYMOM H BTOPbIM HHIMBHIYYMOM CpPEIH
TIOTY TSI TECTHPYEMBIX HHAUBHIYYMOB (HAPUMEDP, TAC KAXKIBIH H3 COBIABIINX CECTMEHTOB HMEET NEPBBIH pa3Mep,
KOTOPBI MPEACTABIACT COOO0H MO MCHBINCH MEPE MPSABAPHUTCIIHHO ONPEACIICHHBIH MTOPOTOBBIH pasMep, U COICPIKHUT
N0 MCHBIICH MEpE MPEABAPUTCIBHO ONPEACIICHHOC YHCIO TCHETHUECKHX MAapKEPOB), PAa3ACICHHE COBIABIIUX
CCTMCHTOB HA MHOECTBO JUCKPETHBIX T€HOMHBIX HHTEPBAJIOB, OLICHKA JUCKPETHBIX T€HOMHBIX HHTEPBAJIIOB HA
OCHOBC (1) CTCIICHH COBNAJCHHSA MO TOMOSHTOTHOCTH JUCKPETHOTO TCHOMHOTO WHTCPBAJA Y MICPBOTO WHAHBHAYYMA
WITH BTOPOTO WHAWBUAYYMA WM (ii) CTCIICHH NMOMAPHOTO COBMAACHHA AWCKPCTHOTO TCHOMHOTO WHTCPBATA MCKIY
MCPBBIM HWHAWBHAYYMOM H BTOPHIM HHIWBHAYYMOM, C TOJNYYCHHCM TAaKAM OO0pasoM MHOJKSCTBA OICHOK,
KOPPCKTHPOBKA MHOKCCTBA OIICHOK HA OCHOBC COTJIACOBAHHOCTH MHOJKCCTBA OICHOK, MOJy4Yas TaKUM 00pazoM
MHOKECTBO CKOPPCKTHPOBAHHBIX OILCHOK, NMPHCBOCHHE MHOXKECTBA BECOB MHOKECTBY UCKPETHBIX TI€HOMHBIX
HMHTEPBAJIOB (HAPUMEP, HA OCHOBE MHOKECTBA CKOPPEKTUPOBAHHBIX OLIEHOK JUCKPETHBIX TCHOMHBIX HHTECPBAJIOB),
BBIYHCICHUC B3BCHICHHOW CYMMBI JJII MHOKECTBA JHCKPETHBIX I'€HOMHBIX HHTECPBAJIOB COBMABLICTO CETMEHTA
(HampuMmep, Ha OCHOBE MHOKECTBA CKOPPCKTHPOBAHHBIX OLICHOK M MHOECTBA BECOB), U OIICHKA CTCICHH
POACTBEHHOTO OTHOIICHHUS MEKAY NEPBBIM HHAMBHAYYMOM H BTOPBIM HHAUBHAYYMOM (HAPHMEP, HAa OCHOBE

B3BCIIICHHBIX CYMM COBIIABIINX CETMECHTOB). BpruncimrensHas cuctemMa 201 MOXKET OBITh SJICKTPOHHBIM YCTPOHCTBOM
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MOJB30BATEIA HIH BBMHCIUTCIBHOH CHCTEMOH, YJAICHHO PACIOJIOKCHHOH MO OTHOIICHHIO K 3ICKTPOHHOMY
YCTPOHCTBY. DIECKTPOHHOE YCTPOHCTBO MOKET OBITh MOOHIIBHBIM 3JICKTPOHHBIM YCTPOHCTBOM.

[0091] BrmmcmurensHaa cucrema 201 prurouaer neHrpanbHbIi nponeccop (CPU, tawxke «mponeccop» u
«IPOIIECCOP KOMITBIOTEPA» B HACTOSINEM JOKyMEHTE) 205, KOTOPBIi MOKET OBITh OTHOSIC PHBIM HIIH MHOTOSIICPHBIM
MPOTECCOPOM, HITH MHOYKSCTBOM MPOIICCCOPOB I MAPAILICIbHOM 00padoTku. BrermcnrenpHas cuctema 201 Tawke
BKJTFOYACT NMAMATh WM sTMEeHKyY maMata 210 (HampuMmep, ONEpaTHBHYIO MAMATh, OCTOSHHYIO TAMATh, (DII3MI-IaMATh),
JNMEKTPOHHBIH OI0K XpaHeHHA 215 (HampuMep, KECTKHH JUCK), KOMMYHUKAITHOHHBIH HHTep(eic 220 (HampuMmep,
CETEBOM azanTep) A CBS3H C OJHOM HIIH HECKOIPKUMHE JPYTUMH CHCTEMAMH H ICpU(PCPHHHBIME yCTPOHCTBAMH 225,
TAKUMH KaK K3II-TIAMATH, APYTasd MaMATh, XPAHIIUING JAHHBIX W/HITH 3JCKTPOHHBIC aganteps! quciues. [Tamsars 210,
6ok xpaHeHus 215, wmHTepdeiic 220 u nepudepuitnsie ycrpoiictBa 225 cemzamsl ¢ CPU 205 uepes
KOMMYHUKAIMOHHY IO IIHHY (CIUIONIHBIC TUHHH), TAKYI0 KaK MAaTCPHHCKAA miata. biaok xpaneHus 215 MokeT OBITH
OJIOKOM XpAHCHHA JAHHBIX (WIH PEIO3UTOPHEM JAHHBIX) IS XPAHCHUA JaHHBIX. BrraucmurensHas cuctema 201
MOXKET OBITh OTEPATHBHO IMOJKTIOYCHA K KOMIIBIOTEPHOH ceTu («cetn») 230 ¢ momompro uHTepdeiica casu 220.
Cetp 230 MOXKET HPEACTaBIATh COO0H ceTh MIHTEpHET, HHTPACETh W/WIM BHEINHIOK CETh, HJIH HHTPACETh W/HIH
BHCIIHIOID CETh, KOTOpBIC CBs3aHbl C ceTblo HHTepHeT. Cerh 230 B HCKOTOPBIX CIy4asx SBIICTCS
TEJICKOMMY HUKALIMOHHOM CETHEO HM/WIH CEThIO mepenayuy JaHHbIX. CeTh 230 MOKeT BKIIOYATh OJHH HIH HECKOJIBKO
KOMITBEOTEPHBIX CEPBEPOB, KOTOPBIC MOTYT 00ECIICUHBATh BO3MOKHOCTh PACHPEACICHHBIX BBIUHCICHUH, TAKUX KaK
oOyayHbple BBMHCICHUA. Hampumep, OOWH HIM HECKOJNBKO KOMIIBIOTCPHBIX CEPBEPOB MOIYT OOCCIICUHBATH
BO3MOKHOCTh OONAYHBIX BhMHCICHHH B ceTH 230 («00JaKko») Ul BBIOJHCHHS PA3THYHBIX ACTICKTOB AHATH3A,
BBIMHCICHUA M MOIYyYCHHA COTJACHO HACTOAMEMY H300pPCTCHHIO, TAKHX KAK, HAOpUMEp, IOJY4YCHHC
TaIIOTUITHYCCKUX JAHHBIX I MO LM TECTHPYESMBIX HHIUBHIYYMOB (HATIPHMED, IAC TAIUIOTHITHYCCKHE JAHHBIC
COZCPKaT MHOKECTBO TCHETHUCCKHX MAPKEPOB, OOIIHMX TSI ITOMYJISIIUH TCCTHPY EMBIX HHAUBHAYYMOB), Pa3JCICHHUC
TAIIOTUIHYECKUX TAHHBIX HA CETMEHTHI HA OCHOBE MHOKECTBA TEHETHUCCKUX MAPKEPOB, COMIOCTABICHUE HA OCHOBE
MHOKECTBA TCHETHUCCKUX MApKEPOB CETMEHTOB TAIUIOTHUIHYECKUX JAHHBIX, KOTOPBIC HACHTHYHBI IIO
MPOUCXOKACHUIO, MEKAY NEPBBIM HHAWBUAYYMOM H BTOPBHIM HHIMBHAYYMOM CPEAH MOIYJIALHU TECTHPYEMBIX
HHIUBUAYYMOB (HAIIPUMED, IN€ KOKABIA U3 COBIABIINX CETMEHTOB HMEET IEPBBIH pazMep, KOTOPBIH MPEACTABIACT
co0oii mo MEHbINCH Mepe MPeABApPUTEIBHO ONPEIACICHHBIN MOPOTOBBIA pa3Mep, W COACPKHT MO MCHBIICH Mepe
MPEABAPUTEIBHO ONPEACTICHHOE YHCIIO TCHETHUSCKUX MAPKEPOB), PA3ACICHHE COBIIABIINX CETMEHTOB HA MHOYKECTBO
JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB, OCHKA JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBE (1) CTCIICHH COBIIAICHHU
N0 TOMO3HTOTHOCTH AUCKPETHOTO TEHOMHOTO HHTEPBAja y MEPBOTO HHAUBUAYYMA HJIM BTOPOTO HHAMBHAYYMA HIH
(ii) cTETICHH TOTMAPHOTO COBMAIACHUS JUCKPETHOTO TEHOMHOTO HHTEPBAJa MEKIY NEPBBIM HHAWBUIYYMOM H BTOPBIM
HHIUBHIYYMOM, C MOJyYCHHEM TaKuM 00pa30M MHOKECTBA OLCHOK, KOPPEKTHPOBKA MHO’KECTBA OLCHOK HA OCHOBC
COTJIACOBAHHOCTH MHO’KECTBA OLCHOK, MOJy4Yas TAaKHM OOpa3oM MHOKECTBO CKOPPEKTHPOBAHHBIX OICHOK,
MPHCBOCHUE MHOXKECTBA BECOB MHOXKECCTBY JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB (HAIIPUMED, HA OCHOBE MHOKECTBA
CKOPPEKTHPOBAHHBIX OICHOK JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB), BBIMHCICHHC B3BCIICHHOH CyMMBI JJIA
MHOJKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBANIOB COBIABIICTO CETMEHTA (HAMPHMEP, HA OCHOBE MHOXKECTBA
CKOPPEKTHPOBAHHBIX OLICHOK H MHOKECTBA BECOB), H OLICHKA CTCNICHH POACTBEHHOIO OTHOIICHHA MEXKAY HMEPBBIM
HHIUBHAYYMOM H BTOPBIM HHIUBHIYYMOM (HAIIPHMED, HA OCHOBE B3BCIICHHBIX CYMM COBIIABIINX CETMEHTOB). Takue
00JauHbIC BBIMHCICHHA MOTYT IPEIOCTABIATHCA IIaT(opmMaMu OONAYHBIX BBIYHCICHHUH, TAKHMH Kak, HaIpHMEp,
Amazon Web Services (AWS), Microsoft Azure, Google Cloud Platform u IBM cloud. Cers 230, B HCKOTOPBIX
CIy4asdx ¢ MOMOINBIO BBMHCIHTCIBPHON CHCTEMBI 201, MOMKET peanu30BaTh OJHOPAHIOBYIO CETh, KOTOPAs MOIKET

TIO3BOJITH YCTPOHCTBAM, IIOAKJIFOUCHHBIM K BBIYHCIIMTENbHOH cucteme 201, BeCcTr ceOsl Kak KIHSHT HIIH CEPBEp.
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[0092] CPU 205 MOXET BBIIOJHATH NOCIACAOBATCIIFHOCTh MAIMHHOYHTACMBIX HWHCTPYKIHH, KOTOPBIC
MOTYT OBITH BOIIOIICHBI B MMPOTPAMME HIIH NMPOTPAMMHOM oOecrieyeHHH. MHCTPYKIMH MOTYT OBITh COXPAHCHBI B
sTMEHKe maMATH, Tako# kKak maMsars 210. MHcTpykumu MoryT ObiTh HanpasieHsl Ha CPU 205, koTopsle BIOCICACTBHA
MOTYT 3allPOrPaAMMHPOBATh WM HHBIM 00pazoM ckoHpurypuposars CPU 205 muist BEIIOJHEHHUA CIIOCOO0B COTJIACHO
HacTosAmeMy wm300pereHu0. [lpmmepsr omeparmii, BbmosHseMblx CPU 205, MoOryr BKIOYATh BBIOODKY,
JEKOAUPOBAHHUE, BHIIIOTHCHHE H OOPATHYIO 3aAITHCH.

[0093] CPU 205 moxeT OBITh YACTBIO CXEMBI, TAKOH Kak MHTErpaibpHas cxema. B cxemy MoOryTt ObITH
BKJIFOUCHBI OJIMH HJIH HECKOJbKO APYTUX KOMIOHCHTOB CHCTEMBI 201. B HEKOTOPBIX CIyyasx cxema MPEeACTaBICT
co00i CrienHaTH3HPOBAHHY IO HHTCTpabHYI0 cxemy (ASIC).

[0094] Bnok xpaneHusI 215 MoXkeT XpaHHTh (paiiiibl, Takue Kak JpaiBepsl, OHOIHOTEKH U COXPAHCHHbIC
nporpaMMbl. Biiok XpaHeHua 215 MOXKET XpAaHUTh MOJb30BATCIBLCKHE JAHHBIC, HANPHMEP, MOJIb30BATCIbCKHUC
MPEANOYTCHUA U MOJb30BATCIBCKUE MPOrpaMMbl. BrruciurensHas cucteMa 201 B HEKOTOPBIX CIOY4asAX MOXKET
BKJTIOYATh OJUH HJIH HECKOJIBKO JOMOJHUTCIBHBIX OJOKOB XPAHCHHSA JAHHBIX, KOTOPBIC SBIAIOTCA BHCIIHHMH IO
OTHOLICHHIO K BBIYHCIMTEIBHOM cucteme 201, HAmpHMeEp, PacTOJIOKCHHBIMH HA YJAJICHHOM CepBepe, KOTOPBIH
CBA3aH C BBIUHCIUTEIBHON cucteMoii 201 uepe3 HHTpaceTs Wi ceTh MHTepHEeT.

[0095] BrmucmuTenpHas cucteMa 201 MOYKET CBA3BIBATHCA C OJHOM HMJIM HECKOJBKUMH YIAJICHHBIMH
BBIUHCIMTCIBHBIMU CHCTeMamMH uepe3 cetb  230. Hampumep, BpmuciomurenpHad cucremMa 201 MOXeT
B3auMOJCHCTBOBATh C YJAJICHHON BBIMHCIMTCIBHON CHCTEMOH MOJB30BATEI (HANPUMEP, BIAACTBIA JTOMAIIHETO
JKHBOTHOTO, BIAACIblla NMHTOMHHMKA, BCTCPHHAPA, 3aBOJYMKA, COTPYJHHMKA IPHIOTA I SKHBOTHBIX, Bpada,
MEJCECTPBI, CHACIKH, NAIMCHTa WM CyObekra). IIpuMmepsl yIaneHHBIX BBIMHUCIHTCIBHBIX CHCTEM BKIIOYAIOT
NEPCOHATIBHBIC KOMITBIOTEPHI (Hanpumep, noprarususii [1K), miaHmerHsie koMnbloTephl (Hanpumep, Apple® iPad,
Samsung® Galaxy Tab), Tenedonsl, cMapThousl (Hampumep, Apple® iPhone, ycrpoiicta ¢ moaaepxkoi Android,
Blackberry®) wmm mepcoHANbHBIC HH(PPOBBIC BCIOMOTATCIIBHBIC YCTpOiicTBa. [10B30BaTeIb MOKET IIOJYYHTH
JIOCTYTI K BRIMUCTUTEIbHON cucteMe 201 uepes cets 230.

[0096] OmicaHHBIC B HACTOAINICM JOKYMCHTC CIIOCOOBI MOTYT OBITH PCATHM30BAaHBI IMOCPCICTBOM
BBITMOJTHACMON KOMIBIOTEPOM (HAIPUMEpP, MPOIECCOPOM KOMITBIOTEPA) IMPOTPAMMBI, XPAHAIIEHCS B 3JICKTPOHHOM
XPAHWIAINE BBIMHUCIUTCIbHONW cucTeMbl 201, Hanpumep, B mamsata 210 win 3ieKTpOHHOM Onoke XpaHeHus 215.
BrmosmHseMas KOMIBIOTEPOM IPOTPaMMa WM MALIMHOUYHTACMBIH KOA MOTYT OBITH HPEIOCTABICHBI B BHJC
MPOTPAaMMHOTO obecneucHU. Bo BpeMs HCHONB30BaHHUS MPOTPAMMa MOKET BBIMOJHATHCA mpoueccopom 205. B
HEKOTOPBIX CIy4asX MPorpaMMa MOKET OBITh M3BJICUCHA U3 OoKa XpaHeHus 215 u coxpaneHa B mamsard 210 s
OBICTPOrO mocTyma mpoueccopoM 205. B HEKOTOPHIX CAyHadX JIICKTPOHHBIH OJOK XpaHcHHA 215 MOeT OBITH
HCKJIFOUCH, U BBIIOTHACMAA KOMIIBIOTEPOM IIPOrpaMMa XpaHHUTCS B mamATH 210.

[0097] TIIporpamma MOXeT OBITh NPCABAPUTCIBHO CKOMIMIAPOBAHA M CKOH(PHUIYPHPOBAHA I
BBITIOJTHEHHSA HA KOMITBIOTEPE C IMPOLIECCOPOM, MPUCIIOCOOICHHBIM IS BBIITOJTHEHHS IIPOTPAMMBI, HITH MOXKET OBITh
CKOMITHIIHPOBAHA BO BPEMs BHINOJHEHUS. [IporpamMma MokeT OBITh MPEIOCTABICHA HA SA3BIKE MMPOTPAMMHPOBAHUS,
KOTOPBII MOKET OBITH BBIOPAH A BBINOJHCHHS IPOTPAMMBEI B TIPEABAPHTEIBHO CKOMITHIHPOBAHHOM HITH
CKOMITHIHPOBAHHOM BHJE.

[0098] AcCHCKTHI CHCTEM W COCOOOB, PACKPHITHIX B HACTOAIICM JTOKYMCHTC, TAKAX KAK BBIYUCITATCITHHAS
cucteMa 201, MOryT OBITH BOIUIOIICHBI B IPOTPAMMHPOBAHHH. Pa3muuHBIC AaCHEKTHI TEXHOJIOTHH MOXKHO
paccMarpuBaTh Kak «IPOIAYKTHD» HITH «H3CTH MPOU3BOCTBAY, KaK MPABHUIO, B (JOPME BBIIOTHACMOM KOMITBIOTEPOM
(WTH TPOIICCCOPOM) TPOTPAMMBI W/WITH CBS3AHHBIX JAHHBIX, KOTOPBIC MCPCHOCATCA WM BOILIOINAFOTCA B THIIC

MAIAHOYHTACMOTO HOCHTEIA. BhImomHgeMasn KOMITBIOTCPOM IPOrpaMmMa MOKET XPAHUTHCA B JJICKTPOHHOM O70Ke
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XpaHCHHWA, TAKOM KaK TAMATh (HANpPHMEp, NMOCTOSHHAS IaMATh, ONCPATHUBHAA NAMATh, (ISMI-MAaMATh) HIH HA
JKECTKOM Jucke. Hocurenp THHAa «XpaHWJIMINEG» MOXKET BKIOUATh JEOOYIO HIIM BCIO MATCPHANBHYIO NAMATH
KOMITBIOTEPOB, IPOIIECCOPOB M T.II. HJIM CBSI3AHHBIC C HUMH MOIYJIH, TAKHE KaK Pa3/IMIHbBIC NOJYIPOBOIHUKOBBIC
3aMOMHHAIOINIE YCTPOHCTBA, JICHTOYHbIC HAKOTIUTCIIH, JUCKOBBIC HAKOIMUTEIH U T.II., KOTOPbIE MOTYT 00CCIICUHBATh
JOITOBPEMCHHOE XpaHCHHEC B JHO0OE BpeMs I NPOTPAMMHPOBAHMA IIPOTPaMMHOTO oOccmeucHmsI. Bce
MPOTPAaMMHOE OOECIICUCHUE MJIM €TI0 YacTH MOTYT BPEMs OT BPEMCHH IEPENaBAThCA uepe3 ceTh MIHTEpHET Him
pasmuyHbIC ApPYTHE TEICKOMMYHHUKAIIMOHHBIC CETH. TakWe CBS3H, HANPHMEP, MOTYT OOCCICYHTH 3arpy3Ky
MPOTPAaMMHOTO 0OECIICUCHUS C OJJHOTO KOMITBIOTEPA WIIH NPOIECCOPa Ha APYTOi, HAIIPUMED, C CEPBEPA YIIPABIICHH
WM XOCT-KOMIIBIOTEpAa HAa KOMIIBIOTEPHYIO IDIAT(OpMy cepeepa npuioskeHud. Takum oOpazoM, Apyroif tum
HOCHTEJA, KOTOPBIE MOXET HECTH NPOTPAMMHBIC JJCMCHTBI, BKIIOYACT ONTHYCCKHE, OJICKTPHUCCKHE U
MCKTPOMATHHTHBIC BOJHBI, HANPHMEP, HCIOJb3yeMble Hepe3 (usmueckue HHTEPPEHCH MEXIY JOKATbHBIMHU
ycTpoiicTBamu, Yepe3 MPOBOAHBIC H ONTHYECCKHUE CTAIMOHAPHBIC CETH U MO PA3IHYHBIM paauokaHamaM. Ou3Hueckue
IEMEHTHI, NMEPENAOIUE TAKHUEC BOJHBI, TAKHE KaK IMPOBOJHBIC MM OCCIPOBOAHBIC KAHATBI CBA3H, ONTHUCCKHUC
KaHAJIBI CBA3HU H T.IL., TAKKE MOTYT PACCMATPUBATHCS KaK CPEIbl, HECYINUE MMPOrPaMMHOE o0ecTicueHue. B kOHTEKCTe
HACTOSIIETO M300PECTCHHUS TCPMHUHBI, TAKHE KAK «KOMIBIOTEPY HIH «MAIIHHOYHTACMBIH HOCHTCIIbY», €CTH OHH HE
OTPAHUYCHBI MATCPHATBHBIM «HOCUTEICM JAHHBIX» JOJITOBPEMCHHOTO XPAHCHUSA, OTHOCATCS K HOOOMY HOCHTCIIIO,
KOTOPBIH y4aCTBYET B MPEAOCTABICHUU HHCTPYKIHH MPOLECCOPY AT BHIOTHCHHUA.

[0099] CnenmoBaTenbHO, MAIIHHOYWTACMBIH HOCHTENb, TAKOH KAk BBIOJHACMAs KOMITBEOTEPOM
nporpaMma, MOKET MIPUHUMATh MHOXKECTBO (popM, BKIIFOUAsd Oe3 OrpaHHYCHHSA MATCPHAIBHBIN HOCHTEIb JAHHBIX,
HOCHTEJIb HECYIICH BOJIHBI WK (PH3HUECKYIO Cpely epeaayul. DHEPrOHe3aBHCHMbIC HOCHTEIH JAHHBIX BKIIFOYAIOT,
HAPUMEP, ONTHYCCKUC HIH MATHHTHBIC TUCKH, TAKHE KaK JHO00C W3 3alMOMHHAIOINUX YCTPOWCTB B JTHOOOM
KOMITBEIOTEPE (KOMITBEOTEPAX) | T.I1., HANPHMEP, KOTOPBIC MOTYT HCTIOIb30BATHCS A1 peatn3auy 0a3 JTaHHBIX U T.1.,
MOKA3AHHBIX HA YCPTEKAX. DHCPTOHE3aBUCHMBIC HOCHTEITH JAHHBIX BKITIOYAIOT JHHAMHYCCKYIO MAMSATH, TAKYI0 KaK
OCHOBHAsI MAMJATh TAKOH KOMIBIOTCPHOH miat(opmsl. MarepraabHbBIC CPEeabl IEPEAAavH BKITFOYAIOT KOAKCHATBHBIC
KaGeu, MEAHBIH MPOBOX M ONTOBOJIOKHO, BKITIOYAS MPOBOJAA, COCTABIIIOIUC IHMHY B BBIMHCIHTCIBHONW CHCTEME.
Cpena mepenayn HECYIICH BOJIHBI MOXKET NPUHHMATH (POPMY DICKTPHUCCKHUX WM 3JICKTPOMATHUTHBIX CHIHAJIOB,
AKyCTHYECKHMX HJIM CBETOBBIX BOJH, TAKHX KAaK T€, KOTOPBIC I'€HEPHPYIOTCHA BO Bpems paguodacToTHOH (PY) m
nH(ppaxpacuoi (MK) mepeaaun ranasrx. TakuM 06pa3oM, pacipoCTpaHCHHBIC (POPMBI MAITHHOYNUTACMBIX HOCHTEICH
BKITFOYANOT, HANPUMEP: AMCKETY, THOKHI JUCK, KCCTKHH JHCK, MATHHTHYIO JICHTY, JTEOOOH APYyroil MarHUTHBIH
Hocutemb, CD-ROM, DVD wmn DVD-ROM, mo0oi apyroii ONTHYCCKHH HOCHTCIb, OYMAKHYK) JICHTY UL
nmepdoxapt, 000 APyroi (PU3HUCCKUN HOCHTCIIF JAHHBIX ¢ ceTkoi oTBepcTHi, RAM, ROM, PROM u EPROM,
FLASH-EPROM, mo0y*o IpyTyI0 MEKPOCXEMY MAMATH WIH KAPTPHDK, HECY YO BOJTHY, ICPCIAFOINYI0 JAHHBIC HITH
WHCTPYKIHH, KaOCIIN WK JINHUH, ICPCIAFOINNC TAKYH0 BOJHY-HOCHTCTh WITH OO0 APYTOH HOCHTEIB, C KOTOPOTO
KOMITBIOTED MOXKET CUHTBIBATH NPOTPAMMHBIH KO W/WiIW JaHHBIe. MHOTHE W3 3THX (JOPM MAIMHHOYHTACMBIX
HOCHTEJICHI MOTYT HCHOJNB30BaThCS U1 NMEPEHOCA OJHOH MM HECKOJBKHX IMOCICAOBATCIBHOCTCH OJHOH HIIH
HECKOJIBKHX MHCTPYKIHUI B IIPOLIECCOP UL BHITIOJTHCHHSL.

[0100] BserucmuTenpHas cuctema 201 MOKET BKIIFOUATh HJIM HMETh CBA3b C AJICKTPOHHBIM JAUCILICEM 235,
KOTOPBIi coaepskuT mob3oBateabckuii mHTepPeiic (Ul) 240 mida mpexocTaBiICHUS, HAPHMEP, TAIUTOTHITHYCCKAX
JAHHBIX, TCHETHYCCKUX MAPKEPOB, COBIAJAOIUX CETMCHTOB TAIUIO TUIIHYCCKUX JAHHBIX, KOTOPBIC HACHTHYHBI 10
TIPONCXOKACHHIO MEXIY NEPBHIM HHIWBHAYYMOM H BTOPHIM HHAWBHIYYMOM, OICHOK JHCKPETHBIX TCHOMHBIX
HHTCPBAJIOB, CKOPPEKTUPOBAHHBIX OIICHOK JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB, BBIYHCICHHBIX B3BEIICHHBIX CYMM

MHOKCCTBA JUCKPETHRIX TCHOMHBIX HHTCPBAJIOB H OIICHCHHOU CTCIICHHU POACTBCHHOTO OTHOIICHHUA MCKAY NMCPBBIM
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HHIMBUAYYMOM W BTOpbIM uHAmBHAYyMOoM. Ilpmmepst Ul BrmouaroT O3 oOrpaHmdeHHs rpaduyecKuii
nmoas3oBarenbckuit mHTEpPeiic (GUI) n momp3oBatembckuii BeO-uHTEP(CIic.

[0101] Cmoco6bI H CHCTEMBI COTJIACHO HACTOAIIECMY H300PETCHHIO MOTYT OBITh BHIITOJTHCHBI IIOCPSICTBOM
OJTHOTO HJTH HECKOJBKHX AITOPHUTMOB. AJITOPHTM MOSKET OBITh BBITIOJTHCH IIOCPEICTBOM ITPOTPAMMHOTO 00ECIICECHUS
TIPH BBIIIOTHEHUH IICHTPAIBHBIM TIporieccopoM 20S. ANTOpHUTM MOXKET, HANMpPHMEpP, MOJIy4YaTh TaIUIOTHIIHYCCKUC
JAHHBIC AT TMOMYJLINUH TECTHPYEMBIX HHAWBHAYYMOB (HANPHMED, IA¢ TAIUIOTHIHMYECKHEC JAHHBIC COACPIKAT
MHO’KECTBO T'CHETHYCCKHX MAapKEpOB, OOMHUX JUI1 TONMYJIIUH TECTHPYEMBIX HHIUBHAYYMOB), Ppa3iciATh
TAIIOTHUINHYECCKHE JAHHBIC HA CETMEHTBI HA OCHOBE MHOJKECTBA TCHETHUECCKHX MAPKEPOB, COMOCTABIIATE HA OCHOBE
MHOJKECTBA TCHETHYECKHX MAPKEPOB CETMEHTHI TAIUIOTHIHYCCKHUX JAHHBIX, KOTOPbIE HACHTHYHBL IO
TMPOUCXOKACHHUIO, MEKIY NEPBBIM HHAWBHAYYMOM H BTOPBIM HHAUBUAYYMOM CpPEAU MOMYJIILUH TECTHPYEMBIX
MHAUBUAYYMOB (HAPUMEP, IC KAKAbIH H3 COBMNABIIMX CETMCHTOB HMEET MEPBBINA pa3Mep, KOTOPBIH MPEACTABIACT
co00¥ MO MCHBIICH MEPE MPECABAPUTCIHHO OMPCACICHHBIN MOPOTOBBIH pa3Mep, U COACPKUT MO MCHBIICH Mepe
MPEABAPUTEILHO ONPEACICHHOE YHCIO TCHETHYECKUX MApKEPOB), PA3ACIATh COBMABIINE CETMEHTBI HA MHOIKECTBO
JUCKPETHBIX TCHOMHBIX HHTCPBAJOB, OLCHUBATH JUCKPETHBIC T'CHOMHBIC HHTCPBATBI HA OCHOBE (i) cTemeHH
COBNAACHUA MO TOMO3HUTOTHOCTH AHCKPETHOTO IT€HOMHOIO HMHTEpPBANA Y NEPBOrO HMHIMBHAYYMa HIH BTOPOTO
HHAMBUAYYMa WM (ii) CTCIICHH NONMAPHOTO COBNAJCHHUA AUCKPETHOIO ICHOMHOTO HHTEPBAJda MEXKIY INEPBBIM
HHIUBHAYYMOM H BTOPBIM HHIMBHIYYMOM, C IOJYYCHHEM TaKUM OOPa30M MHOKECTBA OLCHOK, KOPPEKTHPOBATH
MHO’KECTBO OLICHOK Ha OCHOBC COIJIACOBAHHOCTH MHOXKCCTBA OLCHOK, IHOJMy4as TAKHM 00Pa3soM MHO’KECTBO
CKOPPEKTHPOBAHHBIX OLICHOK, OLICHHBATH MHOJKECTBO BECOB MHOJKECTBA JUCKPETHBIX T'€HOMHBIX HHTEPBAJIOB
(HampHMep, HA OCHOBE MHOYKECTBA CKOPPEKTHPOBAHHBIX OIICHOK AHCKPETHBIX TCHOMHBIX HHTCPBAJIOB), BBIYUCIATH
B3BCIICHHYK) CYMMY JJI1 MHO’KECTBA JUCKPETHBIX I'€HOMHBIX HHTEPBAJIOB COBIABIICIO CETMEHTA (HAmpHMeEp, Ha
OCHOBE MHOXKECTBA CKOPPEKTUPOBAHHBIX OIICHOK U MHOJKECTBA BECOB), W OIICHHBATh CTEIICHH POJCTBCHHOTO
OTHOWICHHA MEKTY NMEPBbIM WHAWUBHIAYYMOM H BTOPHIM WHAHBUIYYMOM (HAIPHUMEP, HA OCHOBE B3BCIICHHBIX CYMM
COBIABLIMX CETMCHTOB). BpruciurenpHas cuctema 201 MOXKET peryJUpOBaTh PA3IMUHBIC ACMEKThl AHATHU3A,
BBIUHCIICHUS W TIOJIYUYCHHU S HACTOSIIECTO H300PETCHNS, TAKHE KaK, HAPHUMED, MOIYyUYCHHC TAIIO THIIMYCCKUX TAHHBIX
U1 TOMYJIALMH TECTUPYEMBIX HHIUBHAYYMOB (HAPHMED, TAC TAIUIOTHIHYCCKHE JAHHBIC COACPIKAT MHOKECTBO
TCHCTHYCCKHX MAapKEpOB, OOIMX I IOIYJBINHH TCCTHPYCMBIX HHIWBHAYYMOB), PA3IC/iCHHC TAIJIOTHIHYCCKUX
JAHHBIX HA CETMCHTHI Ha OCHOBE MHO’KECTBA T'€HETHUYCCKHX MAPKEPOB, CONMOCTABICHHE HA OCHOBE MHOJKESCTBA
TCHETHYCCKUX MAPKEPOB CETMEHTOB TAIUIOTUIMYCCKUX JAHHBIX, KOTOPBIC HACHTHYHBI IO MMPOUCXOKACHHIO, MEKIY
TICPBBIM HHAWBUAYYMOM U BTOPBIM HHIUBUAYYMOM CPEAH MOMY JSILHH TECTUPYEMbIX HHAUBUAYYMOB (HAIlpUMeEp, TAC
KQKOpIH W3 COBMABIIMX CETMCHTOB MMCCT ICPBBIH pa3Mep, KOTOPBIH NPEACTaBIsIeT COO0H Mo MEHbIIeH Mepe
MPECABAPUTEIBHO ONPEACICHHBI TMOPOTOBBI pa3Mep, U COACPKHUT NO MEHBLICH Mepe MpPeaBAPUTEIIBHO
ONPEACTCHHOE YUCIO TCHETHYECKUX MAPKEPOB), PA3AC/ICHHE COBHABIIMX CETMEHTOB HA MHOYKECTBO JHCKPETHBIX
TCHOMHBIX WHTCPBAJIOB, OIICHKA JWUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBE (I) CTCIICHH COBHAACHHUS IO
TOMOBUTOTHOCTH JHCKPETHOTO TCHOMHOT'O HHTEPBAJA Y NIEPBOTO HHAMBHAYYMA HIIM BTOPOTO HHAWBHyYMa W (ii)
CTENCHU MONAPHOTO COBMAACHHUS AUCKPETHOTO TCHOMHOTO WHTEPBAja MEXKAY NEPBBIM HHAWBUAYYMOM H BTOPBIM
HHIUBHIYYMOM, C MIOJyYCHHEM TaKHM 00pa30M MHOKECTBA OLCHOK, KOPPEKTHPOBKA MHO’KECTBA OLCHOK HA OCHOBC
COTJIACOBAHHOCTH MHO’KECTBA OLCHOK, MOJy4Yas TAaKHM OO0pa3oM MHOKECTBO CKOPPEKTHPOBAHHBIX OIICHOK,
MPHCBOCHUE MHOXKECTBA BECOB MHOXKECCTBY JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB (HAIIPUMED, HA OCHOBE MHOKECTBA
CKOPPEKTHPOBAHHBIX OICHOK JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB), BBMHCICHHC B3BCIICHHOH CYMMBI JJIA

MHOKCCTBA AOUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB COBHOABHICTO CCTMCHTA (HaanMep, HAa OCHOBC MHOXKCCTBA
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CKOPPCKTHPOBAHHBIX OLICHOK W MHOKCCTBA BGCOB), " OLICHKA CTCIICHH POACTBCHHOTO OTHOIUNCHHA MCKAY INCPBBIM

HHIUBHAYYMOM H BTOPBIM HHAHBHIYYMOM (HAIIPHMED, HA OCHOBE B3BEIICHHBIX CYMM COBIABIIUX CETMECHTOB).

Ipumepnl
[0102] Hpumep 1. Aaropurv WOOPHS 1151 onleHKHN CTeneHH POJCTBEHHOI0 OTHOIICHHS HJIH

pojicTBa

[0103] Hcnmome3ys cmocoOBl M CHCTEMBI COTJIACHO HACTOALIEMY H300PETCHHIO BBINIOIHAUIN ANTOPHTM
B3BCLICHHOTO HAO MO IcHIA 00mero napHoro ramiotuna (WOOPHS) mit o1ieHKH CTENICHH POACTBEHHOTO OTHOIICHHS
WM POJCTBA MEXKIYy MHIMBHAyYMaMH (Hampumep, cobakamu). Bo-TepBBIX, TCHOTUITHYCCKUE NAHHBIC MOIYJIIIHU
HHIUBHAYYMOB oOpabateBasm ¢ momompio GERMLINE ¢ moiyueHmeM MaccuBa NONApPHBIX COBIAJCHUEC H
COBNAJACHUI 10 TOMO3HIOTHOCTH HHIMBHIYYMOB. 3aT€M I JAHHOW mapsl HHAMBHAYYMOB axroputm WOOPHS
BBITIOJTHACTCA CICAYIOIMUM 00pa3zoM. MHTEpBaibl COOTBETCTBHA (matches array) COPTHPYIOTCS IO XPOMOCOME,
HAYQJIPHOMY IIOJIOXKCHUIO M KOHCYHOMY IOJIO’KCHHIO. 3aTEM CO3AACTCA H HHUIHATIH3HPY €TCS 3aII0THCHHBIH Hy JTAMH
MaccuB (ibd scores) A XpaHCHUs NMOJCUCTOB IOMAPHBIX M TOMO3HTOTHBIX NOJCYCTOB B JAUCKPETHBIX T€HOMHBIX
HHTEpBaJaX. 3aTeM CO3MACTCI M HHUIMAIM3HPYETCA IYCTOH CHHCOK (prior infervals) Ans XpaHCHHSA BCEX
JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB J0 TEX IOP, MOKA OHH HE OyAyT OTOPOIUCHBL 3aTeM TSl KAKIOH XPOMOCOMBI
(a) oTCOpPTHPOBAHHBIH MACCHB BCEX MOJIOKCHHI HA XPOMOCOME, 0003HAUCHHBIX Pa3PhIBAMH JUCKPETHBIX HHTCPBAJIOB
(interval breaks), renepupyeTcs H coxpanseTcs B 6a3e aHHBIX U (b) A1 KaKa0# CTpoku (match _row) B match_array
Ha XPOMOCOMC: TEKyIad CTPOKA COBHAACHUA MJIA TOOBIX JUCKPECTHBIX HHTCPBAJIOB, Y)KC BCTPCUABIOHMXCA B
NPEIBIAYIINX CTPOKAX, OLECHUBACTCS, JIFOOBIC NMPEABLIYIIHE HHTEPBAIbL, KOTOPbIe OBLIH MOJHOCTBIO IPEB30HACHBIL,
VAQJSTIOTCS U3 AMATH, HOBBIC JUCKPETHBIC HHTCPBAJIBI B mafch row CO3JAFOTCS U COXPAHSIOTCS, 4 HOBBIC HHTCPBAJIBI
COXPAHSIIOTCA B prior _intervals.

[0104] OuecHka (Ha OCHOBC THIIOB COBIAACHHA W BCCOB) M KOPPCKTHPOBKA/PCTYIHPOBKA IOICUCTOB
BBITIOTHAIOTCS CICAYIOIEM 00pa3oM. [lepBoHaYanbHAs OLCHKA COBIABIIMX JAUCKPETHBIX TCHOMHBIX HHTCPBATOB
ABILACTCA SMIHpHucckoil. KomryecTBo momapHbIX coBmaacHuil mexxkay uHausuayymamu (0, 1, 2, 3 wm 4) wm
COBNAJCHUN IO TOMO3HTOTHOCTH Y KaK10To HHAMBHAYYMA (0 i 1) 3anmuchIBAeTCA MOCTENIEHHO MO MEpe TOro, Kak
amroputm WOOPHS npoxoauT yepe3 UCKPETHBIC TCHOMHBIC HHTEPBAIBI Ha XpoMocome. OHAKO HAa CaMOM JIieie
CYIICCTBYET OTPAHHYCHHOC KOJIMYECCTBO JOMYCTHMBIX KOMOWHAIMH TOMO3HIOTHBIX W TOMAPHBIX COBMAJCHHH.
IMockompky GERMLINE HeoOs3aTtenpHO coobmaer 000 BCEX COBNAACHHSX, B 3aBHCHMOCTH OT KOHKPETHBIX
HeTmob3yeMbIx MeTok agroputm WOOOPHS koppektupyeT HAaOMOJacMbIe TOACUCTHI I TOTO, YTOOBI OHH
COOTBETCTBOBAJIM HAICKAIMMM KOH(QHTYpanusM MOACYETOB (KAK IIOKA3aHO B CBOJKE OTHX BO3MOXKHBIX
koH(purypanuii moacyeros B Tadaume 1, socupomssencuHod u3 Hedrick and Lacy). U3 nesartu cocrosHuil B 310
TAaOITUIC TOTBKO IATh BHOCAT BKJIAT B POJACTBCHHOC OTHOIICHHC W POACTBO, a ABA (COCTOSHHA 3 H 5) MOTYT OBITh
JOTIOJHAUTEIBHO C)KAThI, MOCKOJBKY OHH HICHTHYHBI C TOYKH 3pPCHHSA NMPHCBOCHHA Beca. OCTalbHBIC COCTOSHHSA
MOKHO HTHOPHPOBATh (HANPHMEP, MPHCBOWTh MM HYJICBOH BEC), TaK KAk OHH HE BHOCAT BKJIAX B BBIYHCICHHC
POACTBCHHOTO OTHOIICHUS HIIH POJCTBA.

[0105] Taxum obpazom, WOOPHS paboTact CO CICAYHOIMUME YCTHIPEMSI KOH(PUTYPALHAMH COCTOSHUMA
MOACYECTOB COBIAACHHUI:

[0106] (1) Cocrosame 1 = {IlomapHO = 4, IO TOMO3HTOTHOCTH = 2}

[0107] (2) Cocrosaue 3 = {IlomapHO = 2, IO TOMO3HTOTHOCTH = 1}

[0108] (3) Cocrosaue 7 = {IlomapHO = 2, IO TOMO3UTOTHOCTH = 0}

[0109] (4) Cocrosaue 8 = {IlomapHO = 1, MO romo3uToTHOCTH = 0}
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[0110] 3arem anropurv WOOPHS npexycmarpuBacT KOPpEKTHPOBKY KOJIHYECTB MOMAPHBIX COBIAACHU

B KOH(PHTYPAIMAX C HEAOMYCTHMBIM COCTOSIHHEM MOJCYCTOB COBIAICHHI CIICIYIOIIM 00Pa3oM:

Il

Il

|
[N}

[0111] Hab6moacrue {IlomapHo = 3, mo romo3uroTHocTH = 1} mcmpasiacHO Ha {llomapHo = 2, WO
romo3uroTHocTH = 1} (CocrosHue 3).

[0112] Habmoaerue {IlomapHo = 3, mo romosmurotHoctu = 0} mcmpasiacHo Ha {Ilomapro = 1, mo
romosurotHocTa = 0 (Cocrosuue 8).

[0113] Habmoaerue {IlomaprHo = 4, mo romosurotHoctu = O wimm 1} ucnpasneHo Ha {[lomapHOo = 2
(Cocrosaue 8, ecu o ToMo3urOoTHOCTH = (0, COCTOSIHHE 7, €CITH IO TOMO3HTOTHOCTH = 1).

[0114] Habmoaerue {IlomapHo = 2, M0 TOMO3HIOTHOCTH = 2 } ucnpasicHo Ha {ITomapuo =4} (CoctosHue
1).

[0115] Habmoaenue {Ilomapuo = 1, mo romosurotHoctu = 1 wmm 2} ucnpasicHo Ha {[lomapHo = 2
(CocrosHue 3, ecii IO TOMO3HIOTHOCTH = 1, HTHOPHPYETCS, €CIIH IO TOMO3HTOTHOCTH = 2).

[0116] Habmoaenue {IlomapHo = 3, MO TOMO3HIOTHOCTH = 2 } ucmpasicHO Ha {Ilomapuo = 4 (CoctosHue
1).

[0117] Tlocze TOro, Kak COBNAJAIOINHEC JUCKPCTHBIC TCHOMHBIC MHTCPBANBI INOJACYUTAHBI U
CKOppekTupoBaHbl, Kod(p¢uuueHt poacteeHHoro otHomeHHsS (COR) w/mmm koadpduument poacrea (COK)
BBIMHCIIAIOTCS CIEAYIOmEM 00pasoM. Ilociae KOPPEKTHPOBKH COCTOSHHS MOACHETA NONMAPHBIX COBMAJCHHN BCEM
y4acTKaM IPHCBAMBAIOTCS BECa 3a MX BKJIAA B POJACTBCHHOEC OTHOIICHHE W POACTBO, KaK IOKa3aHO B Tal.mme 1.
HaxoHen, poAcTBCHHOE OTHOLICHUE H POJACTBO PACCHHTHIBAIOTCA cieayrommM obpasom. Ilycrs Ai mpeactaBmaeT
co0oii OOIIY 0 CYMMY JUIHH T€HOMA, NMPHCBOCHHBIX OJHOMY H3 YETHIPEX COCTOSHUI MOACUeTa COBIaaAeHHH i. Toraa
POACTBEHHOE OTHOMICHHE Ty, H POJCTBO K.,y MOKHO BBIMHCIHTE MOCPEACTBOM CJICIY FOIUX BBIPAYKCHHIA:

Al + A7 + (0,75 x 43) + (0,5 x 48)
Tey = I
_ A1+ (05x (43 + A7)) + (0,25 x 48)
v L

ke

rae L mpeacTaBisieT co0oii 00y JTHHY PAcCMATPHBACMOTO TCHOMA.

[0118] CornacHO HEKOTOPBHIM BApPHAHTAM OCYINCCTBJICHHS COOPAHHBIC T'CHOTHITHYCCKUC JAHHBIC H/HIH
TaIUTOTHITHYECKAC JAHHBIC Oy JSIMUH HHAXBHAYYMOB MOTYT OBITh COXPAHEHBI B 0a3¢ JAHHBIX TS MOCICAYIOIIETO
moucka. 3aTeM o0paseln] MOKET OBITh B3AT y TECTHPYCMOTO HHIMBHAYYMA, 3aT€M MOIYT OBITh MOJyYCHBI
TCHOTHITHYCCKUE JAHHBIC W TAIUIOTHITHYCCKHE MAHHBIC I TECTHPYEMOTO HHIWBHAYYMA. 3aTEM MOXKET OBITh
pomonHeH anroputMm WOOPHS i onpenencHua CTCNCHH POJCTBCHHOTO OTHOWICHHS HWTH POJCTBA MCHKIY
TECTHPYEMBIM HHAWBHAYYMOM H KQKIABIM U3 OJHOTO HJIM HECKOJIBKHX HHIMBHAYYMOB nomnypinun. Hakowern, B 6ase
JAHHBIX MOXXET OBITH BBINOJHCH NMOWCK /UL W3BJICUCHHS MOJAMHOKECTBA MOMYJLIHH HHIWBHAYYMOB, HMCIOIIHX
CTETICHb POJCTBCHHOTO OTHOIICHHS HITH POJICTBA, KOTOPAs MPEBBIIIACT 3apaHEee ONPEACICHHOE MOPOTOBOE 3HAUCHHE.
3T0 MOAMHOKECTBO POACTBCHHBIX HHIWBHAYYMOB MOXKET OBITh OTCOPTHPOBAHO WM PAHKHPOBAHO HA OCHOBE
CTENICHH POJCTBCHHOTO OTHOIICHIS HIIH POJICTBA C TECTHPYEMBIM HHIMBHIYYMOM.

[0119] B w=HacTosmmeM MJOKYMCHTC OBUTH TOKA3aHBI W ONHCAHBI NPCANMOYTHTCIBHBIC BAPHAHTHI
OCYIIECTBJICHHS HACTOSIICTO H300PETCHHU, OHAKO CIICHAINCTaM B TAaHHOH 0OJIACTH TEXHUKH OUCBHIHO, YTO TAKHC
BAPUAHTBl OCYINCCTBICHHA IPHBEACHBI TOJIBKO B KadecTBe mpuMepa. He mpeamomaraercs, 4TO HAcTosAIIEe
n300peTeHIE OTPAHNYMBACTCS KOHKPETHBIMH IIPHMEPAMH, PEACTABICHHBIMH B OITHCAHUHU. XOTS H300peTeHHE OBLITO0
OIIMCAHO CO CCHUIKOHW Ha BBIICYNIOMSIHYTOE ONHCAHWC, OIMHCAHHSA W HIUTFOCTPAI[MH BAPHAHTOB OCYINCCTBICHHSI B

HACTOAICM JOKYMCHTC HC MPCAHAZHAYUCHBI A1 TOJIKOBAHUA B OTPAHU'ITUTCTIBHOM CMBICJIC. Cl'[e].[I/IaJ'II/ICTaM B TAHHOU
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00J1acTH TEXHUKH OYCBUIHBI MHOTOYHCIICHHBIC BAPHAIUH, H3MCHCHHUS H 3aMCHBI, HE OTKJIOHSIOIHECS OT HACTOSIIETO
m3o0pereHns. Kpome TOro, cieayer NMOHMMATh, YTO BCE ACIEKTHI HACTOSIIETO H300pPETCHHS HE OTPAHUUCHBI
KOHKPETHBIMH H300PQKCHUAMH, KOHQHIYPAIMAMH HJIH OTHOCHTCIHHBIMH IPONMOPIMAME, H3JIO0XKCHHBIMH B
HACTOAIIEM TOKYMCHTE, KOTOpPbHIC 3aBHCAT OT MHOXKECTBA YCIOBHH H mnepeMeHHbIX. CreayeT NMOHHMATh, YTO
pa3TUYHbIC ANbTCPHATHBBI BAPHAHTAM OCYILICCTBICHHA H300PETECHHS, OIMCAHHBIM B HACTOSIIEM JOKYMCHTE, MOTYT
OBITH HCTIOIB30BAHBI IPH MPAKTHYCCKOM IMPUMECHEHHH HACTOAIIEro m300percHms. [Io3TOoMy mpeamoiaraercs, 4To
HacTosAmIee H300pETEHUE JOJDKHO TAKKE OXBATHIBATH JFOOBIC TAKHE ANBTCPHATHBBL, MOAM(DUKALNH, BAPHALUH W
SkBHBANCHTH. [Ipenmonaractca, uro cieayromas (GopMyia H300pETCHHA ONPEacIaeT OOBEM HACTOAIICTO
H300pETEHHS, U YTO COCOOBI U KOHCTPYKIHU B Ipejeiaax oObema (opMysbl H300peTEHHA H HX 3KBHBAJICHTHI

OXBATbIBAKOTCA HACTOAITHM I/1306peTeHI/IeM.
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DPOPMYJIA U3OBPETEHUA

1. KoMmprOTEpH3HPOBAHHBIH CHOCOO OIGHKH CTCNEHH POJCTBCHHOTO OTHOIICHHA MCEKAY IBYMSA
MHAWUBUAYYMAMH JUNIOUAHON NOMYJIALMH, TPEAYCMAaTPHBAKOLIHIL:

(a) mOny4YeHHE TANNOTHINUYCCKAX JAHHBIX A1 MNONYALHH TECTUPYEMBIX HHIWBHAYYMOB, IPHYCM
TamIOTHITHYICCKUEC TAHHBIC COACPIKAT MHOKCCTBO ICHECTHYCCKHUX MAPKCPOB, 06HII/IX AT oMy JBIMUU TCCTHPYCMBIX
HHOAUBHOYYMOB,

(b) Pa3aciICHUC raiioTUHIMHYICCKUX JAHHBIX HA CCTMCHTBI HA OCHOBE MHOKECTBA TCHCTHUCCKUX MAPKCPOB,

(c) A4 xaKAOH MO LALMA TECTHPYEMBIX HHAHBHIYYMOB:

(i) comocTapiIeHHE HA OCHOBE MHOIKECTBA TCHETHUYCCKHX MAPKEPOB CETMEHTOB TalIOTHIINYCCKHX JAHHBIX,
KOTOPBIC MACHTHYHBI IO IPOUCXOKICHHIO, MEKAY INEPBBHIM HHAMBHAYYMOM H BTOPBIM HHIHMBHAYYMOM CpPEIOH
MOMYJIAIUH TECTUPYEMBIX MHAMBHAYYMOB, NMPHYEM KAQKABIA M3 COBHNABIIMX CETMCHTOB HMEET NMEPBBIM pasMep,
KOTOPBIH IpeAcTaBiIeT coO0H Mo MEHBIIEH MEpe MPEABAPHTEIHLHO ONPEICICHHBIN IIOPOTOBBIN pazMep, U COACPKUT
N0 MEHBIICH MEpe MPEIBAPUTEIILHO ONPEACICHHOE YHCIIO TCHETHYECKHX MAPKEPOB,

(ii) A1 KQKAOTO M3 COBNABIIMX CETMCHTOB ME)KAY NEPBBIM HHIUBHAYYMOM H BTOPBHIM HHIUBUIYYMOM:

pa3aecHHEe COBNABLICTO CETMEHTAa HA MHOIKECTBO JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB,

OLCHKY Ka)KAOTO M3 MHO)KECTBA AUCKPETHBIX TCHOMHBIX HHTEPBAJIOB Ha OCHOBE (i) CTCTICHU COBIIACHHA T10
TOMO3HTOTHOCTH AHCKPETHOTO TCHOMHOTO HHTEPBAJIA Yy NIEPBOT0 HHAMBUAYYMA HJIH BTOPOTO HHAMBUAYYMA HiH (ii)
CTCIICHH NOIIAPHOTO COBMNAJCHUA AUCKPETHOTO TCHOMHOTO HHTEPBAla MEXKIY IEPBBIM HHIMBHIAYYMOM H BTOPBIM
HHIMBUIYYMOM, C NOJIYUCHHEM TaKUM 00pa30M MHOKECTBA OLICHOK,

KOPPEKTHPOBKY MHOKECTBA OIICHOK HAa OCHOBE COIVIACOBAHHOCTH MHOJKECTBA OLCHOK, IOJIydas TaKUM
00pa30M MHOKECTBO CKOPPEKTHPOBAHHBIX OLCHOK, H

IPUCBOCHUC MHOKCCTBA BCCOB MHOXKCCTBY AHCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC MHOXKCCTBA
CKOPPCKTHPOBAHHBIX OLCHOK JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB, H

(iii) BBIMMCJICHHWE B3BEIICHHOIN CYMMBI JUII MHO’KECTBA JHCKPETHBIX TCHOMHBIX HHTCPBATOB COBIABLICTIO
CCTMCHTA HA OCHOBE MHOKECTBA CKOPPCKTHPOBAHHBIX OLCHOK H MHO)KESCTBA BECOB, U

(d) oueHKY cTENEHH POACTBCHHOTO OTHOIICHHS MEXKIYy NEPBHIM HHAWBHAYYMOM H BTOPBIM HHAHBHAYYMOM
HAa OCHOBC B3BCHICHHBIX CYMM COBHABINHAX CCTMCHTOB.

2. Crioco6 o 1. 1, e UTUTONIHAS Oy IS MPESACTABICT COO0 MOy MU0 MIICKOTTHTAFOIIHX.

3. Cmoco0 mo 1. 2, T Moy IANAA MICKOTHTAKIIHX MPSACTABIACT COO0H MOMY JIAIMIO CCMCHCTBA TICOBBIX.

4. Crioco6 1o 1. 3, rae Moy IAHA CCMCHCTBA MICOBBIX MPSACTABIACT COO0H MOMYJIALHIO COOaK.

5. Comoco6 mo 1. 1, rAe rannoTHIMYECKUE JaHHBIC MOTYYar0T MyTeM 00pabOTKH TeHOTHIIHMYCSCKUX JTAHHBIX
Ty JIAUHA TCCTUPYCMBIX HHAWBHAYYMOB C IPUMCHCHHUEM aJITOPUTMA (l)aBI/II)OBaHI/ISI TAIlJIOTHIIOB.

6. Cnoco0 mo 1. 5, rae anropuTt™ (pa3upoBAHMSA TAMJIOTHIIOB COACPKHUT ANTOPUTM (Da3HPOBAHMS TaMJIOTHIIOB
HA OCHOBE JTaJIOHA.

7. Cmoco0 1o 1. 6, rae aropuT™ (Pa3HPOBaHHS TAIIOTHIIOB HA OCHOBE 3TAI0OHA COACP KHUT MOWCK HA OCHOBC
CKpBITON MoAeu Mapxosa.

8. Cnoco6 1o 1. 7, rae anroput™ (ha3HpoBaHMS FAIUIOTHIIOB HA OCHOBE 3TAJIOHA coaepykut anroput™ Eaglel,
amroput™m Eagle2, amroputm PHASE, amropurm fastPHASE, amroputv BEAGLE, anropurm Findhap, anropurtm
Impute, anropurm FImpute, anroputm Alphalmpute, anropurm IMPUTE2, anropurv MaCH, anropurm SHAPEIT1,
anmroputm SHAPEIT?2, anroputm SHAPEIT3, anroputv SHAPEIT4 nimi X KOMOWHAIAIO.
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9. Cnoco0 mo 1. 5, ra¢ anroput™ (pa3sHpPOBAHESA TAMIOTATIOB COACPKHUT aaTOPUTM (ha3HPOBAHNA TAIIOTHIIOB
HA OCHOBE KOTOPT.

10. Cmoco6 mo m. 5, ra¢c TCHOTHIMHYCCKAC JAHHBIC MOJIYYAIOT MyTEM OLCHKH OHOJOTHUCCKHX 00Pa3IloB,
B3ATBIX Y NOITYJIIUHA TCCTHPYCMBIX HHAWBUAYYMOB.

11. Cmoco6 o m. 10, rae 6monoruueckue 00pas3Ipl ComepsKaT 00pas3bl KPOBH, 00PA3Ibl CIIFOHBI, 00Pa3IIBI
MAa3KOB, 00pa3Ipl KICTOK MM 00pa3Lbl TKAHEH.

12. Cmoco0 mo m. 10, Tac OIeHKA MPeayCcMATPHBACT CCKBCHHPOBAHHUC OMOJIOTHUCCKHX OOpPA3LOB HIH HX
TIPOH3BOIHBIX.

13. Cmoco® mo 1. 1, rae MHOKECTBO TCHETHUECKHX MAapKEPOB COACPIKUT IO MEHBIICH Mepe okoo 500, mo
MeHbInel Mepe okoJ10 1000, mo mensmel Mepe okoa0 2000, no MeHpIIeH Mepe 0koJ10 3000, o MEHBIIEH MEPEe OKOJIO
4000, mo menbInei Mepe okono 5000, mo MeHbmeH Mepe 0koa0 6000, mo MeHpIIEH Mepe 0k0a0 7000, Mo MEHbIICH
Mepe ox0710 8000, mo MeHpIeH Mepe okoi0 9000 wm mo MeHbIeH Mepe 0ko1o 10000 pa3IUYHBIX TEHETHYECKHX
MapKepoB.

14. Croco6 mo 1. 1, e COmOCTaBICHUE CETMCHTOB TaIJIOTHIIHYCCKUX JAHHBIX, KOTOPHIC HACHTUYHBI IO
MPOMCXOKACHHIO, TpeaycMaTpusacT npuMeHenue anroputMa GERMLINE, anropurma PLINK, anropurma PREST,
ajxropurMa ciaydaitaoit mpoekuuu 11 ooHapykenusa IBD (RaPID), anropurma 6sicTporo oOHapyskeHus IBD o6mux
ramnotunos (FISHR), ycoBepIICHCTBOBAHHOTO aJTOPUTMAa HACHTHYHOCTH MO mpoucxoxacHuio (IBD), anropurma
fastIBD, anropurma KING, anropurma HaploScore, anropurma TRUFFLE nimi ux KoMOHHAIH.

15. Cnoco6 mo m. 1, rae mpeaBapuTEIbHO ONPEACICHHBIN MOPOTOBBIN pa3Mep COCTAaBIsCT 0K0a0 100 ThICI4
map HyKJICOTHIOB (T.ILH.), 0ko10 200 1.1.H., 0k0Jio 300 T.1I.H., 0ko0J0 400 T.1L.H., 0x070 500 T.1.H., 0k0JI0 600 T.ILH.,
okoJ0 700 T.1m.H., 0k0j10 800 T.1.H., okoJsio 900 T.1m.H. wik okoyo 1000 T.1.H.

16. Cnoco6 mo 1. 1, rae mpeaBapuTeIbHO OMPEICICHHOE YHCIO TCHETHUCCKHX MAPKEPOB COCTABICT OKOJIO
30, oxono 40, oxono 50, oxono 60, okono 70, oxono 80, oxono 90 wmu okxoyio 100 pPa3aHUHBIX TEHETHYCCKUX
MapKepoB.

17. Cnoco6 mo m. 1, IOTMOTHATEIHFHO MPESAY CMATPHBAKOINNE PA3ACICHHC COBIABIIMX CCTMCHTOB, TAK YTO
JUCKPCTHBIC TCHOMHBIC HHTCPBAJIBI MHOXKCCTBA AUCKPCTHBIX ITCHOMHBIX HHTCPBAJIOB HMCHOT paBHLIfI pasmep.

18. Croco6 mo m. 1, IOTMOTHATEITHFHO MPESAy CMATPHBAKOINUE PA3ACICHHC COBIABIIMX CCTMCHTOB, TaK YTO
JUCKPCTHBIC TCHOMHBIC HHTCPBAJIBI MHOXKCCTBA AUCKPCTHBIX ITCHOMHBIX HHTCPBAJIOB HMCIOT BapI/Ia6CJIBHI>II71 pasmep.

19. Cmoco0 1o m. 18, rae BapraOeIBbHBIN pa3Mep JAHHOTO JUCKPCTHOTO TCHOMHOTO HHTCPBAIA MHOKCCTBA
JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB ONPEACIIIOT, 0 MCHBIICH MEPE YACTHYHO, HA OCHOBE HAYAJBHOTO ITOJIOKCHUS
H KOHEYHOTO MOJOKCHHA coBmaacHui IBD, NmMpOKCHMAIBHBIX JAHHOMY JHCKPETHOMY TS¢HOMHOMY HHTEpBANY,
IUTOTHOCTH TCHOMHBIX MAPKCPOB B JAHHOM JUCKPCTHOM TCHOMHOM HHTCPBAJIC, MAKCHMAJIBHOTO THCJIA MAPKCPOB AJIsL
JAHHOTO OJUCKPETHOIO rCHOMHOTO HHTCPBAJIA, MaKCHMAJIbHOH JAJTAHBI JAHHOTO AUCKPECTHOTO TCHOMHOTO HHTCPBAJIA
HITH UX KOMOWHALIHH.

20. Cnoco6 mo m. 1, JOMOJHUTSTEHO MPSAYCMATPUBAKIIHN OLNCHKY KAKIOTO W3 MHOXKCCTBA JHCKPCTHBIX
TCHOMHBIX HHTCPBAJIOB HA OCHOBE (1) CTCIICHH COBNAACHHA MO TOMO3UTIOTHOCTH JUCKPETHOIO TCHOMHOTO HHTECPBAJIA
y IIEpBOTO MHAWBHIYYMA HIIH BTOPOTO HHAWBHAYYMA H (il) CTEIICHH MOTIAPHOTO COBIAACHH S TUCKPETHOTO TCHOMHOTO
HHTEPBAJIA MESKAY NEPBBIM HHIMBHAYYMOM H BTOPBIM HHAHBHIYYMOM, C HOJIYYCHHEM TaKHM 00Pa30M MHOXKECTBA
OLCHOK COBIAACHHUA IO TOMO3SUTOTHOCTH H MHOKCCTBA OLICHOK MOMMAPHOT0 COBIIAACHHASA.

21. Cioco® 1o 1. 20, TOTOTHUTEILHO MPEyCMATPHBAOINIEH KOPPEKTHPOBKY MHOKECTBA OLICHOK IIOIIAPHOTO

COBINAJICHUA HA OCHOBC COTJIACOBAHHOCTH JAHHOW OIICHKH MOMapHOTO COBHAACHUA C COOTBGTCTBYIOH.[ei;I OLICHKOM
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COBIAJICHHUA MO TOMO3HTOTHOCTH, C TOJYYECHHEM TAKHM 00pa3oM MHOXKECTBA CKOPPEKTHPOBAHHBIX OICHOK
TIOIIAPHOTO COBMA/ICHHUS.

22. Cnoco® no m. 20, TOTOTHUTEIBHO IPEIYCMATPHBAOINHN MPHCBOCHHE MHOKECTBA BECOB MHOXECTBY
JUCKPETHBIX TCHOMHBIX HHTCPBAJOB HA OCHOBE MHOKECTBA COCTOSIHHH HACHTHYHOCTH JUIL JBYX aJUICJCH y IBYX
JUITIONIHBIX HHAWBHIYYMOB.

23 Cnocob mo m. 22, rc MHOXKECTBO COCTOSHHH HICHTHYHOCTH COACPKAT COCTOSHHS HACHTHYHOCTH,
BbIOpaHHbIe 13 TaOmuus! 1, ¥ [1e MHOXKECTBO BECOB MPHCBAMBAIOT HA OCHOBE MHOKECTBA BKJIAZIOB B POJCTBO Ty, KAK
nepeuncicHo B Tabmime 1.

24. Comocob mo m. 23, rAe CTENCHb POACTBEHHOTO OTHOIUCHHA COJCPKHUT KOS(P(HUIUCHT POIACTBECHHOTO
OTHOILCHHUS.

25. Cnoco0® mo m. 24, AONOJHUTEIBHO IPEAyCMATPHBAIOLIMH BBIYHCICHHE B3BECHICHHOH CyMMBI U1
MHO’KECTBA JUCKPCTHBIX TI'CHOMHBIX MHTCPBAJOB COBIABLICIO CEIMCHTA, I/C B3BCIICHHAS CyMMa BBIPOKCHA

TIOCPECACTBOM

__ A1+ 47 + (0,75 x 43) + (0,5 x 48)
Tey = . A

26. Cnoco0 no 1. 23, rae CTeneHb POACTBEHHOTO OTHOIICHHS COACPKUT KOI(P(PHIMCHT POACTBA.
27. Cnoco® mo m. 26, AOTMOJHUTCIBHO IPEAYCMATPHBAIOINMH BBYHCICHHE B3BCIICHHOW CYMMBI AJIA
MHOJKECTBA TUCKPETHBIX T€HOMHBIX HHTEPBAJIOB COBIABINECIO CEIMEHTA, IZC B3BCIICHHAS CyMMa BBIPOKCHA

OCPCACTBOM

__ AL +(05 x (43 +47)) + (0,25 x A8)
kyy = - .

28. Cmoco6 mo m. 1, rae oleHKa CTENEHH POACTBCHHOTO OTHOLICHHA MEXAY IEPBBIM HHIUBHIYYMOM H
BTOPBIM HHAMBHUIYYMOM IIpEy CMAaTPHBACT ONPEACICHUE CTCIICHH HHOPHU/IMHIA IEPBOTO HHAUBHAYYMA HIH BTOPOTO
HHIUBHIYYMA.

29. Cnoco6 mo m. 1, rae OUeHKA CTETICHH POACTBCHHOTO OTHONICHHS ME)KAY MEPBBIM HHIMBHAYYMOM H
BTOPBIM HHIUBHAYYMOM IPEAyCMATPUBACT ONPEACICHUE CTCIICHH HHOPHIMHIA MEPBOTO HHIUBUAYYMa H BTOPOTO
HHIUBHIYYMA.

30. Cnoco0 mo 1. 29, JOMOTHHTSIBHO MPESIYCMATPHBAIOIIHE OMPCACICHAC CCMCHHONW B3aHMOCBA3H MCIKIY
TICPBBIM HHAWBHAYYMOM H BTOPBIM HHIAWBHAYYMOM HA OCHOBC, II0 MCHBIICH MEpPE YaCTHYHO, CTCIICHH HHOPHIWHTA
MEPBOT0 MHAWBHIYYMA M BTOPOTO HHAMBHIYYMA.

31. Cmoco6 mo m. 30, rme cemeiHas B3aHMOCBS3b NMPEACTABIHICT COOOH B3aHMOCBS3b POIUTEIBb-PEOCHOK,
B3aUMOCBS3b OpaT-cecTpa, B3aUMOCBS3b TETS/ I AA-TIICMIHHAK/ TUICMSIHHAIIA, B3AHMOCBI3b Ha YPOBHE JBOIOPOIHBII
OpaT/IBOIOPOIHAS CCCTPA MITH B3AaUMOCBS3b 0A0YIIIKa/ I Ay IKA-BHY K/BHY KA.

32. Cnoco6 mo m. 28 wim 29, JONMOTHHTEIIFHO MPEIYCMATPHBAIOIINN ONPCACICHAC OKHIACMON CTCTICHH
HHOPHIWHTA MOTCHIUAIHHOTO MOTOMCTBA IEPBOTO HHAMBHAYYMA H BTOPOTO HHAWBHIYYMA.

33. Cmocob mo 1. 32, TOMOTHATEIBHO MPEIy CMATPUBAIOIHA ONPE/ICICHIE PEKOMEHIAINH, YKA3BIBAIOIICH,
CJICOAYCT JIW CKPCINMBATH MCPBOI0 HHAWBHAYYMA U BTOPOTO HHAWBHAYYMAa BMCCTC HA OCHOBC 0)KI/I,Z[3€MOI>1 CTCIICHH
HHOPHIWHTA MOTCHIUAIBHOTO MOTOMCTBA IEPBOTO HHAMBHAYYMA H BTOPOTO HHAWBHIYYMA.

34. Cnocob mo 1. 33, TOMOTHUTETBHO MPETY CMATPUBAIOIHIA ONPE/ICICHIE PEKOMCEHIAINH, YKA3BIBAIOIICH,
UTO CICAYCT CKPCIIMBATH NMCPBOTO WHAHWBHAYYMA H BTOPOI0O HHAWBHAYYMA BMCCTC, KOrJa OXuagacMasa CTCIICHBb
I/IH6pI/I,Z[I/IHI‘a TNOTCHIHAJTBHOTO IMOTOMCTBA NICPBOI0 HWHAWBHAYYMA HW BTOPOr0 HHAWBHAyYMAa HC MNPCBBIIACT

OPSABAPHTEIIFHO OMPEIACICHHYFO OPOTOBY IO CTCIICHD HHOPHIMHTA.
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35. Cnocob mo 1. 33, TOTOTHUTEIBHO MPEIY CMATPUBAIOIIHI ONPEICICHIE PEKOMCEHIAINH, YKA3BIBAIOIICH,
UTO HEC CICAYCT CKPCIMUBATH MCPBOr0 HHAWBHAYYMA H BTOPOr0O HHAMBHAYYMA BMCECTC, KOTAA OKHAACMAA CTCIICHD
HHOpHAWHTA NOTCHIMAILHOTO IIOTOMCTBA IIEPBOTO HHIMBHAYYMa H BTOPOTO HHIWBHAYYMA IIPEBBIIIACT
MPEBAPUTEIHHO ONIPEACICHHY 0 IOPOTOBYIO CTENICHb HHOPHIMHTA.

36. Cnoco6 mo m. 34 wmm 35, rac mpeABApUTEIBHO ONMPCIACIICHHAA NOPOTOBAs CTCIICHb HHOPHIMHTA
cocrasmiet okoio 0,10, okomo 0,15, oxoimo 0,20, oxoio 0,25, oxoio 0,30, okxomo 0,35, oxomo 0,40, oxomo 0,45 wiun
okojo 0,50.

37. Cooco0 mo 1. 1, TONMOTHUTEIBHO MPEeayCMATPHBAOIIHI MOJIYUYCHHE CONUAIBHOM CBA3H MEXIY HMEPBBIM
CyOBEKTOM, CBA3aHHBIM C NIEPBBIM HHIHBHAYYMOM, H BTOPBIM CYOBEKTOM, CBA3aHHBIM CO BTOPBIM HHIUBHIYYMOM,
HA OCHOBE, II0 MCHBINCH MEpE YaCTHYHO, OLCHHBACMOM CTENICHH POJCTBEHHOTO OTHOLICHHUS MEXIY IECPBBIM
HMH/IUBHIYYMOM H BTOPBIM HHIUBH/IYYMOM.

38. Cmoco6 mo m. 37, rae CONMAIBHYIO CBS3b MOJYYAIOT, KOTJA OLICHHBAEMAas CTCIICHb POICTBCHHOIO
OTHOIICHMS MEKIY IEPBBIM HHAUBHIYYMOM H BTOPBIM HHIUBHIYYMOM IIPEBBIIACT IPEIABAPHTEIHHO ONPEACTICHHOE
TIOPOTOBOC 3HAYCHHE.

39. Coco6 mo 1. 38, rae mpeaBapUTEIbHO ONMPEACICHHOE MOPOTOBOE 3HAYCHHUE COCTABIIICT 0KoJo 0,00001,
okojo 0,0001, oxomo 0,001, oxoso 0,01, oxoso 0,02, okoao 0,04, okoio 0,06, okoso 0,08, oxoso 0,1, okoyo 0,12,
okoJo 0,14, okomo 0,16, oxoo 0,18, okoso 0,2, oxono 0,25, okoo 0,3, okomo 0,35, oko0 0,4, oko0 0,45 uau 0KOJI0
0,5.

40. Cmoco6 mo 1. 37, rie CONHATBHYIO CBSI3b MOJYHUAIOT MOCPEACTBOM CETH COI[HATBHBIX CECTCH.

41. Cnoco0 mo m. 37, rae mepBblii CyOBEKT SBIACTCA BIAJCIBLIEM NEPBOIO HHAMBHAYYMAa B KAYCCTBE
JOMAIITHETO YKHBOTHOTO, H TAC BTOPOI CYOBEKT SBISICTCS BJIAACTBLEM BTOPOTO HHAMBHAYYMA B KAYCCTBE JOMAIITHETO
JKHUBOTHOTO.

42. Cmoco6 mo m. 1, JOMOJHHTCIPHO MPCAYCMATPHBAKOINUN HACHTH(DHKAIMIO CECMCHHOHW B3aHMOCBI3ZH
MEXKIy INEPBBIM HHIMBHAYYMOM H BTOPBIM HHAHBUAYYMOM HA OCHOBC, II0 MCHBIICH MEPE YACTHYHO, CTCICHH
POACTBCHHOTO OTHOILCHHSL.

43. Comoco0 mo 1. 42, rae ceMeifHas B3aHMOCBS3b MPEACTABICT COOOH B3aHMOCBS3b POAUTEIb-PEOCHOK,
B3aHMOCBS3b OpaT-cecTpa, B3aUMOCBS3b TETS/ I AA-TIICMIHHAK/ TUICMSIHHHULA, B3AHMOCBS3b Ha YPOBHE JBOIOPOIHBIH
OpaT/IBOXOPOIHAS CCCTPA MITH B3AHMOCB3h 0A0YIIIKa/ I Ay IIKA-BHY K/BHY KA.

44. BpMuCTHTCIbHAA CHCTEMA I OLCHKH CTCNCHH POJCTBCHHOTO OTHOLICHHA MEKIY ABYMA
MHIWUBUIAYYMAMH JUIIOUIHON MOMYJIALWH, COACPKAIIAA;

633y JAHHBIX, KOTOPAaA BBRIMOJTHCHA C BO3MOKHOCTBIO XPAHCHHUS TAMJIOTHITHICCKUX JAHHBIX JUTA MOITY JIIIHH
TCCTHPYCMBIX HHAWBHAYYMOB, MPUYCM TAIUIOTHITHYICCKUC JAHHBIC COACPIKAT MHOKCCTBO TCHCTHICCKUX MAPKEPOB,
OOIMX TS IO JSILHH TECTHPYEMbIX HHAWBUIYYMOB, H

OJIMH HJTH HECKOIBKO IPOIIECCOPOB KOMITBIOTEPA, (PYHKIMOHAIBHO CBI3AHHBIX C 0a30i JAHHBIX, TAC OJHH
HTH HECKOJIBKO ITPOIIECCOPOB KOMITBIOTEPA IO OTACIBHOCTH HJIH BMECTE 3aIPOrPAMMHUPOBAHBI HA:

(a) pazmencHUE TAIIOTHIMUECKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHO>KECTBA TCHETHUICCKHX MAPKEPOB,

(b) AUt KOKIOH MOMY JISIIMA TECTHPYEMBIX HHINBHIYYMOB:

(i) comocTaBpneHAE HA OCHOBE MHOYKCCTBA TCHETHUCCKUX MAPKEPOB CETMEHTOB TAIUIOTHITHYCCKUX JAHHBIX,
KOTOPBIC MOCHTHYHBI IO IPOHCXOKICHHIO, MEKIY INEPBBIM HHAMBHIYYMOM H BTOPBIM HMHIMBHIYYMOM CpPEIH
MOMYJLAUH TECTUPYEMBIX HHAWBHAYYMOB, NMPHYEM KA’KABIH M3 COBHNABIINX CETMCHTOB HUMECT NMEPBBIM pasMep,
KOTOPBIH IPeACTaBIIeT COO0H MO MECHBIICH MEpe MMPEABAPHTEIHHO ONPEICICHHBIN IIOPOTOBBIN Pa3Mep, H CONCPKUT

10 MCHBIICH MCPE MPEABAPUTCIBHO ONPEACTICHHOC THCI0 TCHCTHICCKHUX MAPKEPOB,
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(i) 714 KQKAO0TO U3 COBMABLINX CETMEHTOB MEXK/Y IICPBBIM HHIMBHIYYMOM H BTOPHIM HHIHBHIYYMOM:

pa3nencHue COBIABIIETO CETMEHTa HA MHOYKECTBO JUCKPETHBIX TCHOMHBIX HHTECPBAJIOB,

OLCHKY Ka’KAOI0 MHOKCCTBA AUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC (1) CTCIICHH COBIIAACHHS IIO
TOMOBUTOTHOCTH JHCKPETHOTO TCHOMHOTO HHTEPBAJA Y IEPBOTO HHAMBHAYYMA HJIH BTOPOTO HHAMBHIYYMa HuIH (ii)
CTENEHHM IOIAPHOIO COBIHAACHUA THCKPETHOIO T€HOMHOIO HMHTEPBAJIA MEKIY IEPBBIM HHIMBHIYYMOM H BTOPBIM
HHIUBHIAYYMOM, C IOJIYYCHHEM TaKUM 00Pa30M MHOXKECTBA OLCHOK, U

KOPPEKTUPOBKY MHOKECTBA OIICHOK HA OCHOBE COIJIACOBAHHOCTH MHO)KECTBA OIICHOK, MOJy4Yas TaKUM
00pazoM MHOKECTBO CKOPPEKTHPOBAHHBIX OLCHOK, U

NPUCBOCHUC MHOKCCTBA BECOB MHOYKCCTBY AHCKPCTHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBC MHOXKECTBA
CKOPPECKTHPOBAHHBIX OLUCHOK JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB, U

(iii) BBIMMCJICHHUE B3BCIICHHON CyMMBI JUI1 MHOKECTBA JHCKPETHBIX T€HOMHBIX HHTCPBAJOB COBIABLICIO
CETMEHTA Ha OCHOBE MHOXKECTBA CKOPPEKTHPOBAHHBIX OLICHOK H MHOKECTBA BECOB, H

(C) OLIEHKY CTEIIEHH POACTBCHHOTO OTHOILICHUA MEKIAY NEPBBIM HHAMBHAYYMOM H BTOPBIM HHIAMBUAYYMOM
HA OCHOBC B3BCUICHHBIX CYMM COBIIABIIHX CCTMCHTOB.

45. BelunciauTebHAsA CHUCTEMA MO 1. 44, TAe AWIIOUIHAS TOIYJHILUA MPEACTABIACT COO0H MOIYJIAIUIO
MJICKOTTUTAIOIIUX.

46. BeucuTebHas CUCTEMA 110 0. 45, Tae MOy JIIIHS MIICKOITHTAIONINX MTPEACTABIACT COO0H MOy JIILUIO
CEMEHCTBA MCOBBIX.

47. BpluncIHMTETBHAS CHCTEMAa MO M. 46, IC TONMYyJSIHS CEMEHCTBA MCOBBIX MNPEACTABISICT COOOM
MOTY U0 COOAK.

48. BprmciuTenpbHas cucTeMa mo 1. 44, TAC TAIIOTHITHYCCKHE JAHHBIC MOJYYAKT IyTeM O00paboTKH
TCHOTHITHYCCKAX JAHHBIX IOMYJIAILHHA TCCTHPYCMBIX HHIUBHIYYMOB C NPHMCHCHHCM AITOPHTMA (ha3HPOBAHHSA
TAIJIOTHIIOB.

49. BermcouTeTbHAS CHCTEMAa MO 1. 48, rac anmroputM (ha3sHPOBAHUA TAIUIOTHIIOB COACPIKHT ANTOPHTM
(pa3MpOBAHMS TAILIOTHIIOB HA OCHOBE 3TAJIOHA.

50. BeruuciurenpHas cucteMa mo m. 49, rae aaroput™ (pa3HMpPOBAaHHUA TAIIOTHIIOB HA OCHOBC 3TAJOHA
COJICP’KHUT MOUCK Ha OCHOBE CKPBITON Moaeu Mapkosa.

51. BeruucimurenpHas cuctema mo m. 50, rae aaroput™ (pa3HMpPOBaHHWA TAIIOTHIIOB HA OCHOBC 3TAjJOHA
comepyxut amroputm Eaglel, amroputm Eagle2, anropurm PHASE, amroputm fastPHASE, axroputm BEAGLE,
axropur™ Findhap, anropurm Impute, anropurm FImpute, amroputm Alphalmpute, amropurv IMPUTE2, anroputm
MaCH, amropurm SHAPEIT1, amroputm SHAPEIT2, amroputm SHAPEIT3, amroputv SHAPEIT4 wm ux
KOMOHHAIIHIO.

52. BerucimrenpHas cucteMa mo 1. 48, rae anroput™ (pa3sHpOBAHHS TAILIOTHIIOB COACPKHT aITOPHTM
(pa3MpOBAHMS rAIIOTHIIOB HA OCHOBE KOTOPT.

53. BeruucMTENnbHAA CHCTEMAa MO M. 48, IA¢ TCHOTHIHYCCKHE AAHHBIC MOJYYAKOT IyTeM OLCHKH
OHONIOTHIECKHX 00PA3IIOB, B3ATHIX Y IOy BN TECTHPYCMbIX HHIUBHIYYMOB.

54. BeruucouTebHASA CHCTEMA TI0 1. 53, T/1¢ OHOJIOTHUCCKAC 00PA3Ibl COACPKAT 00Pa3IBl KPOBH, 00Pa3IIbI
CJIFOHBI, 00Pa31bl MA3KOB, 00PA3IBI KICTOK WM 00PA3Ibl TKAHCH.

55. BeluuCIHTEIBHAS CHCTEMA 0 1. 53, TAC OICHKA MPCIyCMATPUBACT CCKBCHHPOBAHNC OMOTOTHUICCKHX
00pasLoB WIH UX IPONU3BOTHBIX.

56. BeraucmurenpHas CHCTEMA O 1. 44, TAe MHOKECTBO TCHETHUCCKIX MAPKEPOB COACPIKHUT MO MEHBINCH

Mepe okoJ0 500, mo meHbmer Mepe okono 1000, no meHbImel Mepe okoa0 2000, mo MeHbIIeH Mepe oko0 3000, mo
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MeHbInei Mepe 0koJ10 4000, mo MeHpIel Mepe 0k010 5000, no MeHpIIeH Mepe 0ko10 6000, M0 MEHBIIEH MePEe OKOJIO
7000, no MeHbIIEH Mepe 0ko10 8000, mo MeHbIIEH Mepe 0k010 9000 mwan mo MeHbIneH Mepe 0k0a0 10000 pa3muHbIX
TCHETHYCCKUX MAPKEPOB.

57. BeluncIMTEIbHAA CUCTEMA TIO 1. 44, I1e CONOCTABICHUE CETMEHTOB TAIJIOTUITHYCCKUX TAHHBIX, KOTOPBIC
HICHTUYHBI 10 TPOUCXOKACHHIO, mpeaycMmarpusact npumeaeHue anmropurMa GERMLINE, amropurma PLINK,
anmroputma PREST, anropurma ciywaidiHON mpoekimu i1 obHapykenus IBD (RaPID), amropurma OvicTporo
obHapyxeHus IBD o0mux ramnorunos (FISHR), ycoBepIieHCTBOBAaHHOTO airopuTMa HACHTHYHOCTH IO
npoucxoxacHuio (IBD), anropurma fastIBD, anropurma KING, anropurma HaploScore, amropurma TRUFFLE wmn
X KOMOHWHAITHH.

58. BpmmciutenbHad cucteMa mo m. 44, rae NpeaBAapUTC/IBHO ONPEACICHHBIA MOPOTOBBIM pasMmep
cocTaBieT 0K0J0 100 ThICAY map HyKICOTUAOB (T.1LH.), 0k0J10 200 T.1LH., 0k0J10 300 T.1.H., 0k0J0 400 T.1LH., 0KOJIO
500 T.m.H., 0k0710 600 T.1.H., 0k0J0 700 T.1.H., 0k0Ji0 800 T.1.H., 0k0J10 900 T.1.H. wiau oxo0 1000 T.1m.H.

59. BeruucmrenbHasA CUCTEMA TIO0 1. 44, Iie NPeABAPUTEIBHO ONPEACICHHOC YHCIO0 TEHETHUCCKUX MAPKEPOB
cocraBaeT okoio 30, okono 40, okono 50, okono 60, okomo 70, okono 80, oxono 90 miu okono 100 pa3THIHBIX
TCHETHYCCKUX MAPKEPOB.

60. BprmcourenpHad cucteMa mo m. 44, rae OAMH HJIM HECKOJBKO IPOLIECCOPOB KOMITBIOTEpA IIO
OTACIBHOCTH HJIM BMECTE 3aIPOrpaMMHPOBAHBI HA AAJBHCHIICE PA3ACICHHC COBMNABIIUX CETMCHTOB, TaK 4TO
JUCKPETHBIC TCHOMHBIC HHTCPBAIbl MHOYKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HMEIOT PABHBIH pa3Mep.

61. BprmcourenpHad cuctema mo m. 44, rae OAMH HJIM HECKOJIBKO IPOLIECCOPOB KOMITBIOTEpA IIO
OTACIBHOCTH HJIM BMECTE 3aIPOrpaMMHPOBAHBI HA AAJBHCHIICE PA3ACICHHE COBMNABIIUX CETMEHTOB, TaK 4TO
JUCKPETHBIC TCHOMHBIC HHTEPBAJIbl MHO’KECTBA TUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HMCIOT BapHAOCTBbHBIN pa3Mep.

62. BeruucmutenpHas cuctema mo m. 61, rae BapuaOenbHBIN pa3Mep JAHHOTO JUCKPETHOTO T€HOMHOIO
HMHTEPBAJIA MHOYKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBAJIOB ONMPEICISIOT, 0 MEHBIICH MEpEe YaCTHYHO, HA OCHOBE
HAYAJbHOTO MOJOKCHHA U KOHEYHOTO MOJOKeHHA coBmaacHuii IBD, mpoKCHMAnbHBIX JAHHOMY JUCKPETHOMY
TCHOMHOMY HHTEPBAIy, IUIOTHOCTH T€HOMHBIX MAapKEPOB B JAHHOM JHUCKPETHOM TIE€HOMHOM HHTEpPBAJC,
MaKCHMAJIbHOTO YHCJIA MAPKEPOB I JAHHOTO JUCKPETHOTO TEHOMHOTO HHTEPBAJa, MAKCUMATbHON JJTHHBI JTAHHOTO
JUCKPCTHOTO TCHOMHOTO MHTCPBAJIA HTH WX KOMOWHAIIHH.

63. BorumcnutenpHas cuctema mo m. 44, rae OOWH HJIM HECKOJIBKO MPOLIECCOPOB KOMIBIOTEpA IO
OTACTBHOCTH WM BMECTE 3alpOrPaMMHPOBAHBI HA JANBHEHIIYVIO OLCHKY KAaXKAOTO MHOYKECTBA JIUCKPETHBIX
TCHOMHBIX HHTCPBAJIOB HA OCHOBC (1) CTCIICHH COBMAACHUSA M0 TOMOSHTOTHOCTH JUCKPCTHOTO TCHOMHOTO HHTCPBAIA
y IICPBOTO HHIWBUIYYMA HIH BTOPOTO HHAWBHAYYMA H (i1) CTCTIICHU MOMAPHOTO COBIMAACHUS TUCKPCTHOTO TCHOMHOTO
HHTCPBAJIA MCYKIY NMCPBBIM HHINBHIYYMOM H BTOPBHIM HWHAWBHAYYMOM, C TIOJYUCHHCM TAKAM 00Pa30M MHOKCCTBA
OLICHOK COBIAJCHHUSA MO TOMO3UTOTHOCTH H MHOKECTBA OLICHOK MOMAPHOTO COBMAACHHUSL.

64. BeruncnutenpHas cuctemMa mo m. 63, TAc OOWH MM HECKOJIBKO MPOLIECCOPOB KOMIBIOTEpA IO
OTACIbHOCTH WJIM BMECTE 3aNPOTPAMMUPOBAHbI HA JANbHCHINYH) KOPPEKTHPOBKY MHOKECTBA OLCHOK MOMAPHOTO
COBIAJCHHSA HA OCHOBE COTJACOBAHHOCTH JAHHOHN OIICHKU MOMAPHOTO COBHAJCHUA C COOTBETCTBYIOIIEH OLCHKOI
COBNAACHHUA IO TOMO3HIOTHOCTH, C TOJYUCHHCM TaKHM OO0pasoM MHOKCCTBA CKOPPCKTHPOBAHHBIX OICHOK
TIOTIAPHOTO COBMAACHHUSL.

65. BpruncnutenpHast cuctemMa mo m. 63, TAC OOWH MM HECKOJIBKO MPOLECCOPOB KOMIBIOTEPA IO
OTACAbHOCTH WM BMECTE 3aMpOrpaMMHPOBAHbI HA JAbHEHIIEE NPHCBOCHHEC MHOXKECTBA BECOB MHOKECTBY
JUCKPETHBIX TCHOMHBIX WHTEPBAJIOB HA OCHOBE MHOXKECCTBA COCTOSIHHUM HACHTUYHOCTH JAJIA ABYX aJICJeH y ABYX

JAUNTIOUAHBIX HHOAWBAAYYMOB.
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66. BpMuUCIUTENBHAS CHCTEMA O M. 65, IIe¢ MHOKECTBO COCTOSHUI HACHTHYHOCTH COACPIKUT COCTOAHHA
HICHTHYHOCTH, BHIOpaHHbIC W3 Tabummmes! 1, i ric MHOKECTBO BECOB IIPHCBANBAIOT HA OCHOBE MHOXKECTBA BKJIAT0B B
POICTEO Ty, KAK TIEpeUHcIeHo B Tabmume 1.

67. BerumcmTeapHasA CHCTEMA TIO I1. 66, TAE CTEIIEHb POJCTBEHHOTO OTHOIICHHS COACPKHUT KO3 (PHIHCHT
POACTBEHHOTO OTHOIICHHA.

68. BprumcnoutenpHas cuctemMa mo m. 67, rae OOWMH MM HECKOJBKO HPOLECCOPOB KOMIBIOTEpA IO
OTACILHOCTH WM BMECTE 3aPOrPAMMHPOBAHBI HA JATbHEHINCE BBIUHCICHHE B3BCIICHHON CYMMBI JUI1 MHOYKECTBA

JAUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB COBHABIICTO CCIMCHTA, ITAC B3BCHICHHAA CyMMa BBIPAKCHA NMOCPCACTBOM!

__ A1 +47 +(0,75x A3) + (0,5 x A8)

xy L .

69. BerumcmreapHas CHCTEMA MO I1. 66, TAE CTEICHb POJCTBEHHOTO OTHOIICHUS COACPKUT KO((PHIUCHT
poACTBa.

70. BerumcautenpHat cucTteMa HO I 69, rac OAMH MM HECKOJIBKO IPOLECCOPOB KOMIBIOTEpA IO
OTACIIbHOCTH HJIM BMECTE 3aPOrPaMMHPOBAHBI HA JAJbHEHINEE BHIYHCICHHE B3BCIICHHON CYMMBI JUI1 MHOYKECTBA

AUCKPCTHBIX T'CHOMHBIX HHTCPBAJIOB COBHNABLICTO CCTMCHTA, TAC B3BCIICHHAA CyMMa BBIPAKCHA IOCPCACTBOM:

M +(05x (A3 + A7) + (0,25 x 48)
xy = L :

k

71. BerMucIMTEbHAA CHCTEMA MO 1. 44, TC OLICHKA CTCTICHH POJACTBEHHOTO OTHOIICHHS MEKAY NCPBBIM
HHIUBHAYYMOM H BTOPBIM HHIHBHAYYMOM IIPEAyCMATPHBACT OMNPCACICHHE CTCHCHH HMHOPHIWHTA IIEPBOTO
HHIUBHAYYMAa MM BTOPOTO HHAHBHAYYMA.

72. BeMUCIHTEIPHAA CHCTEMA MO 1. 44, T¢ OLICHKA CTCTICHH POACTBCHHOTO OTHOIICHHS MEKIY NEPBBIM
WHIUBHAYYMOM H BTOPBIM HHIHUBHAYYMOM IIPEIYCMATPHUBACT OMNPEACICHHE CTCICHH WHOPHIWHTA IICPBOTO
HHIUBUAYYMA H BTOPOTO HHIAMBHAYYMA.

73. BerumcnouteNnpHas cuUcTeMa MO M. 72, TAC OJWH HJIM HECKOJIBKO MPOLIECCOPOB KOMIBIOTEpA IO
OTACIPHOCTH MJIH BMECTE 3alPOrpPAaMMHPOBAHBI HA JANbHEHINEE ONPEACICHHE CEMEHHOM B3aHMOCBAZH MEXKIY
TICPBBIM HHOAWBUAYYMOM W BTOPBIM HHOHWBHIAYYMOM HA OCHOBC, IO MCHBIICH MCPC YaCTHIHO, CTCIICHA I/IH6pI/II[I/IH1“a
MCPBOTO HHAMBHAYYMA H BTOPOTO HHIHBHIYYMA.

74. BeruucauTeNbHASA CHCTEMA MO . 73, TAC CCMCHHAS B3aMMOCBSA3b MPCACTABIACT COOOH B3aHMMOCBA3B
poauTenb-peOCHOK, B3aMMOCBA3b OPaT-ceCTpa, B3aMMOCBI3b TCTS/IANI-IUICMIHHUK/TNICMSIHHALA, B3aHMOCBA3b HA
YPOBHE ABOFOPOTHBIN OPaT/ABOFOPOIHAL CCCTPA HIH B3AHMOCBA3h 0A0YIIIKa/A¢ Iy IIKA-BHY K/BHYYKA.

75. BeruucmTeNnpHasA cuctema 1o m. 71 umm 72, rae OAWH WM HECKOJIBKO MPOLECCOPOB KOMITBIOTEPA IO
OTACTHHOCTH HJIH BMECTC 3aIPOrpaMMHUPOBAHBI HA JAJbHEHINES ONPEIC/ICHHEC OKHIACMOW CTCTICHH HHOPHIMHTA
TOTCHIHUAJTbHOTO MOTOMCTBA NCPBOTO HHAWBUHAYYMA H BTOPOTO HHOAWBHAYYMA.

76. BelumcnuteNpHas cUCTeMa MO M. 75, TAC OOWH MJIM HECKOJIBKO MPOLIECCOPOB KOMIBIOTEpA IO
OTACIBPHOCTH HIM BMECTE 3aNpOTPAMMHPOBAHBI HA JaNbHEHIIEE ONPEACICHHEC PEKOMCHIALMH, YKA3bIBAIOIICH,
CJICOAYCT JIM CKPCINMBATE MECPBOI0 HHAWBHAYYMA U BTOPOTO HHAWBHAYYMA BMCCTC HA OCHOBC 0)KI/I£[3€MOI>1 CTCIICHH
I/IH6pI/I£[I/IH1“a TMOTCHIHAJTBHOTO MOTOMCTBA NCPBOI0 HHAWUBHAYYMA H BTOPOTO HHAWUBHAYYMA.

77. BeluucauTeNpbHAA CUCTEMA MO M. 76, TAC OOWH MJIM HECKOJIBKO MPOLIECCOPOB KOMIBIOTEpA IO
OTACIPHOCTH HJIM BMECTE 3AIPOTPAMMHUPOBAHEI HA JANBHEHINEE OMPEACICHUE PEKOMEHAANNH, YKA3BIBAIOIICH, YTO
CICAYyCT CKPCIIUBATL IICPBOTO HHAWBHAYYMA H BTOPOTO HWHAWBHAYYMa BMCCTC, KOraa OXuagacMasa CTCICHBb
I/IH6pI/I£[I/IH1“a TNOTCHIHAJTBHOTO IMOTOMCTBA NICPBOI0 HWHAWBHAYYMA HW BTOPOr0 HHAWBHAyYMAa HC MNPCBBIIACT

OPSABAPHTEIIFHO OMPEIACICHHYFO OPOTOBY IO CTCIICHD HHOPHIMHTA.
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78. BpluncautenpHast CUCTeMa MO M. 76, TAC OOWH MJIM HECKOJBKO MPOLECCOPOB KOMIBIOTEpA IO
OTACTHHOCTH WUIM BMECTE 3alIPOTPAMMHPOBAHBI HAa JTANbHECHIIEE ONPEICICHAC PEKOMEHAAINH, YKA3BIBAOIICH, UTO
HC CICAYCT CKPCIMWBATH NCPBOTO HHAWBHAYYMA H BTOPOTO HHAWBHAYYMa BMCCTC, KOTAAd OXuAacMasa CTCIICHB
HHOpHUAWHTA NOTCHIMAILHOTO IIOTOMCTBA IIEPBOTO HHIMBHAYYMa H BTOPOTO HHIWBHAYYMA IIPEBBIIIACT
MPEABAPUTEIHHO ONIPEACICHHY 0 IOPOTOBYIO CTENICHh HHOPH/IMHTA.

79. BeuucimMTeabHAA CHCTEMA MO M. 77 Wil 78, rAe MpeaBapHTEIIbHO ONMPEACICHHAA MOPOroBas CTCICHb
uHOpHIUHTA cocTaBaeT oko0 0,10, okouo 0,15, okoo 0,20, oxoo 0,25, oxomo 0,30, oxomo 0,35, oxomo 0,40, okomo
0,45 umu oxomo 0,50.

80. BprucautenbHas cuctema mo m. 44, rae OAMH WM HECKOJBKO MPOIECCOPOB KOMIBKOTEpA IO
OTACTHHOCTH WM BMECTE 3alpOrpaMMHPOBAHBI HA JajbHEHINECE MOJIYyUCHHE COLMANBHON CBA3HM MEXIY NECPBBIM
CyOBEKTOM, CBA3aHHBIM C NIEPBBIM HHIHBHAYYMOM, H BTOPBIM CYOBEKTOM, CBA3aHHBIM CO BTOPBIM HHIUBHIYYMOM,
HA OCHOBE, II0 MCHBINCH MEpE YaCTHYHO, OLCHHBACMOM CTENICHH POJCTBEHHOTO OTHOLICHHUS MEXIYy IECPBBIM
HMHIUBHIYYMOM H BTOPHIM HHIUBHIYYMOM.

81. BerucurensHas cuctema no 1. 80, TAe COIMANbHYIO CBSI3b MOJIYYANOT, KOTJA OLICHHBACMAs CTCIICHb
POICTBEHHOTO OTHOIICHHA MEKIY NMCPBBIM HHAUBHIYYMOM H BTOPBIM HHIHUBHIYYMOM IPEBBIIIACT IPEIBAPUTCIEHO
OTIPEACICHHOE TOPOTOBOC 3HAUYCHHC.

82. BrrmcmutenmpHas cucteMa mo m. 81, rae mpeaBapUTEIBHO OMPEACICHHOS NMOPOrOBOC 3HAUCHUC
cocrasieT 0ko0J10 0,00001, okos0 0,0001, oxoso 0,001, oxouso 0,01, okoo 0,02, oxoso 0,04, okosto 0,06, oxono 0,08,
okojo 0,1, okomo 0,12, okomno 0,14, okomo 0,16, oxono 0,18, okoso 0,2, okoso 0,25, okouso 0,3, okoso 0,35, okoJo
0.4, oxono 0,45 um oxosio 0,5.

83. BeraucimurenpHas cucteMa o 1. 80, rae COMHANbHYIO CBA3h MOJIYYAOT MOCPEACTBOM CETH COLHATBHBIX
CeTeH.

84. BeruncurempHad cuctema 1o 1. 80, rae nepBbii CyOBEKT ABIACTCS BIAACIBLEM NIEPBOTO HHAUBHIYYMA
B KAUCCTBC AOMAIIHCTO YKUBOTHOTO, H IAC BTOpOfI Cy6T>eKT ABJACTCSA BJIAACTBLICM BTOPOTO HHAWBHAYYMA B KAUCCTBE
JOMAIITHETO JKUBOTHOTO.

85. BprmcautenbHas cuctema mo I 44, rae OAMH WM HECKOJBKO MPOIECCOPOB KOMITBKOTEpA IO
OTACTHHOCTH HJIH BMECTE 3alPOrPaMMHPOBAHBI HA JATBHCHINYIO HACHTH()DHKAIMIO CEMCHHON B3aHMOCBSI3H MCKAY
TICPBBIM HHAWBHAYYMOM H BTOPBIM HHOAWBHIYYMOM HA OCHOBC, IO MCHBIICH MEPE YaCTHIHO, CTCTICHU POACTBCHHOTIO
OTHOIIICHMUS.

86. BerumciuTenpHasg cUCTEMA MO T 85, TA¢ CECMCHHAS B3aMMOCBA3b MPSACTABIACT COOOH B3aHMOCBA3B
poauTenb-peOCHOK, B3aMMOCBI3b OpaT-ceCTpa, B3AMMOCBI3b TCTS/AANI-IUIEMIHHUK/ INICMHHALA, B3aUMOCBA3b HA
YPOBHE ABOFOPOTHBIN OpaT/ABOFOPOIHAL CCCTPA WM B3aHMOCBA3b 0A0YIIIKa/A¢ Iy IIKA-BHY K/BHYYKA.

87. DHEProHEe3aBUCHUMBIH MAIMHHOYMTACMBIH HOCHTEIb, COACPKAINHMH BBIOJHACMYI) KOMITBEOTEPOM
TporpamMMy, KOTOPAs IPH BHITOJTHCHAH OJHAM WM HECKOJIBKHMH IPOLECCOPAMH KOMITBIOTEPA BBIOJIHICT CIIOCO0
OLCHKHU CTCHICHH POACTBCHHOTO OTHOIICHHA MCKAY ABYMSA HHAWBHAYYMaMH I[I/IHJIOI/I,I[HOﬁ TOMYJLIUAH, TPHICM
CIOCO0 MPEIyCMATPHBACT:

(a) monydeHHE TANMOTHIMUYCCKAX JAHHBIX M1 MONYJALMHH TECTUPYEMBIX HHIWBHAYYMOB, IPHUCM
TAaIOTHITHYICCKUC OTAHHBIC COACPIKAT MHOKCCTBO ICHCTHYCCKHUX MAPKCPOB, 06]].[I/IX AT oMy JBIMHH TCCTHPYCMBIX
HHOAUBHUOYYMOB,

(b) Pa3acICHUC ramioTHIMHYICCKUX JAHHBIX HA CCTMCHTBI HA OCHOBE MHOKCCTBA TCHCTHUICCKUX MAPKCPOB,

(c) Ang xaKA0H MO ALHA TECTHPYEMBIX HHAHBHIYYMOB:
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(1) comocTaBNCHAEC HA OCHOBE MHOYKECTBA TCHETHUCCKUX MAPKEPOB CETMEHTOB TAIUIOTHITHYCCKUX JAHHBIX,
KOTOpBIC HACHTHYHBI IO IPOHCXO)KACHHIO, MEKIY NECPBBIM HHIHBHIYYMOM H BTOPBIM HHIMBHAYYMOM CpEIH
MOMYJIAIUH TECTUPYEMBIX HHAWBHAYYMOB, NMPHYEM KAKABIH M3 COBHNABIINX CETMCHTOB HMECT NEPBBIM pasMep,
KOTOPBIH IpeACTaBIIeT COO0H MO MEHBIICH MEpE MMPEBAPHTEIHHO ONPEICICHHBIN IIOPOTOBBIN pPa3Mep, U COICPKUT
MO MECHBIICH MEPE MPEABAPUTEIBHO ONPEACICHHOE YHCIO0 TCHETHICCKUX MAPKEPOB,

(i) 714 KaKAO0TO U3 COBMABLIMX CETMEHTOB MEX/Y IICPBBIM HHIUBHIYYMOM H BTOPHIM HHIHBHIYYMOM:

pa3aenacHHUE COBMABIIETO CETMEHTA HA MHOXKECTBO JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB,

OILICHKY Ka)KIOTO U3 MHOXKECTBA AUCKPETHBIX TCHOMHBIX HHTCPBAJIOB HA OCHOBE (1) CTETICHH COBIAICHUS IO
TOMO3UTOTHOCTH AUCKPETHOTO TCHOMHOTO HHTEPBAJIA Y NIEPBOTO HHAMBHAYYMA HIH BTOPOTO HHAMBUIYYMa WM (ii)
CTCTICHH NMOMAPHOTO COBHAACHHA AUCKPETHOIO T¢HOMHOTO HMHTEPBAJIA MEKAY MEPBBIM HHAWBHAYYMOM H BTOPBIM
HHIUBHIYYMOM, C IOJIYYCHHEM TaKUM 00Pa30M MHOXKECTBA OLCHOK,

KOPPEKTHPOBKY MHOKECTBA OLICHOK HA OCHOBE COIVIACOBAHHOCTH MHOKECTBA OLICHOK, MOTy4Yas TaKHM
00pazoM MHOKECTBO CKOPPEKTHPOBAHHBIX OLCHOK, U

MPHCBOCHHUE MHO’KECTBA BECOB MHOJKECTBY MHUCKPETHBIX T€HOMHBIX HHTEPBAJIOB HA OCHOBE MHOXKECTBA
CKOPPEKTHPOBAHHBIX OLICHOK JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB, H

(iii) BBIYHCJICHHE B3BEIICHHOH CYMMBI JUI1 MHOYKECTBA AHCKPECTHBIX TCHOMHBIX HHTEPBAJIOB COBIABILETO
CETMEHTA HA OCHOBE MHOKECTBA CKOPPEKTHPOBAHHBIX OLICHOK H MHOXKECTBA BECOB, H

(d) OLEHKY CTeICHH POACTBEHHOTO OTHOLICHHA MEKAY NEPBBIM HHAWBHIAYYMOM H BTOPBIM HHIUBHIYYMOM
HA OCHOBC B3BCIICHHBIX CYMM COBIIABLIMX CETMEHTOB.

88. DHeproHe3aBHCUMBIH MAIIHHOYHTAEMBIH HOCUTEIIb 110 I1. 87, TAC AUIUIOMIHAS IOILY JILIS IPEACTABIACT
COOOM IOy JIAIIIO MICKOTTUTAFOIIHX.

89. DHEProHC3aBHCHMBIN MAIMHHOYHTACMBIA HOCHTCIh MO 1. 88, TAC MOMyJAIHA MJCKOMHTAOIIHX
MPSACTABIIACT COOOH MOMYJIALHIO CEMCHCTBA MCOBBIX.

90. DHEpProHe3aBHCHUMBIH MAITHHOYHUTACMBIA HOCHTENh IO 1. 89, e HONMyJIHS CEMCEHCTBA IICOBBIX
MPSACTABIACT COOOH MOMY IO COOaK.

91. DHEProHe3aBUCHMBIH MAIIHHOYHTACMBIH HOCHTENb 110 11. 87, IIe TAIIOTHITHYCCKUE JAHHBIC MOJYYat0T
myTeM 00pabOTKH TCHOTHITHYCCKUX JAHHBIX IOy HIHH TCCTUPYEMBIX HHAWBHIYYMOB C IPUMECHCHHCM aNTOPHTMA
(ha3UpPOBAHUA TAILIOTHIIOB.

92. DHEProHEe3aBHCHMBINH MAIIMHOYNTACMBIH HOCHTEND 10 1. 91, rae anroput™ (pa3HpoBaHUS TAIUIOTHIIOB
COZCP>KUT aIropuT™M (ha3HPOBAHHS TAILIOTHIIOB HA OCHOBE 3TAJIOHA.

93. DHEProHe3aBHCHMBINH MAIIMHOYNTACMbIH HOCHTENb 10 1. 92, rae anroput™M (pa3HpoBaHUS TAIUIOTHIIOB
HA OCHOBE 3TATOHA COACPKUT MOHUCK Ha OCHOBE CKPBITOH Moaeau Mapkosa.

94. DHEproHe3aBHCHMBINH MAIIMHOYNTACMBIH HOCHTENb 10 1. 93, rae anroput™M (pa3HpoBaHUS TAIUIOTHIIOB
HA OCHOBC 3TajoHa coacpxkut amroputM Eaglel, amroputm Eagle2, amroputm PHASE, amroputv fastPHASE,
amroputm BEAGLE, anroputm Findhap, anropurm Impute, amropurm Flmpute, anropurm Alphalmpute, anropurm
IMPUTE2, amropurm MaCH, amroputm SHAPEIT1, amropurm SHAPEIT2, amropurm SHAPEIT3, amroputMm
SHAPEIT4 nim ux KOMOWHALHIO.

95. DHEproHe3aBHCHMBINH MAIIMHOYNTACMBIH HOCHTEND 10 1. 91, rae anroput™ (pa3HpoBaHUS TAIUIOTHIIOB
COZCP>KUT aIrOpuUTM (Pa3HPOBAHMS IAIIOTHIIOB HA OCHOBE KOTOPT.

96. DHCProHC3aBHCUMBI MAIIHHOYHTACMBIN HOCHTCIIb MO 1. 91, TIC TCHOTHIMHYCCKAC JTAHHBIC MOJTYYAKOT

MyTeM OLCHKH OHOJOTHYCCKHX 00PA3LOB, B3ATHIX Y MOMYIAIUH TECTHPYEMBIX HHINBHIYYMOB.
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97. DHCPrOHC3aBUCHMBIN MAIMMHOYHTACMBIA HOCHTCIT 1O T. 96, TA¢ OHOJIOTHUYCCKHE 00pa3Ibl COACPKAT
00pas3Ibl KPOoBH, 00PA3LEI CIFOHBI, 00PA3Ibl MA3KOB, 00PA3Ibl KICTOK HITH 00PA3Ibl TKAHCH.

98. DHCProHC3aBHCHMBIN MAIIWHOYWTACMBIH HOCHTCTh MO M. 96, TAC OICHKA NPCAyCMATPHBACT
CCKBCHUPOBAHHE OMOJIOTHYCCKUX 00PA3OB WIH HX IMPOU3BOIHBIX.

99. DHEProOHEC3aBUCHMBIH MAIMHHOYHTACMBIA HOCHTESIh MO 1. 87, IIC MHOYKSCTBO TCHETHUYCCKUX MAPKCPOB
COJCPIKHT MO MeHbIIEH Mepe 0k010 500, mo Mensinei Mmepe oko0a0 1000, mo MeHpIIeH Mepe 0k0J10 2000, mo MeHbIIECH
Mepe okouto 3000, mo meHbIe Mepe 0ko00 4000, o MeHbIIEH Mepe 0k010 5000, mo MeHsIei Mepe okoso 6000, mo
MeHbInel Mepe okono 7000, mo MeHbmeH Mepe 0koa0 8000, mo MeHbIIeH Mepe 0k010 9000 HiH Mo MEHBIICH Mepe
0k0110 10000 pa3MYHBIX TCHETHYCCKUX MAPKEPOB.

100. OHeproHe3aBHCHMBI MAIIMHOYUTACMBIH HOCHTEIh IO 1. 87, IZE COMOCTABICHHEC CETMEHTOB
TAIIOTHUNHYCCKUX JAHHBIX, KOTOPBIC HACHTHYHBI MO0 MPOUCXOKACHHUIO, MPEAYCMATPUBACT NPHMCHEHHE AJITOPUTMA
GERMLINE, anropurma PLINK, amroputm PREST, anropurma ciaydvaifHo¥ mpoekuuu A oOHapyxkewus IBD
(RaPID), anropurma 6sIcTpoTo 06HapyxeHuA IBD 06mux rammorunos (FISHR), ycoBepImeHCTBOBAHHOTO aITrOpHTMAa
uneHTHYHOCTUH 1o mpoucxoxkneHmo (IBD), amropurma fastIBD, amropurma KING, amropurma HaploScore,
arropurMa TRUFFLE umn ux xoMOUHAIHH.

101. DHeproHe3aBUCHMBIN MAIIHHOYHTACMBIH HOCHTETh MO 1. 87, TAC NMPEABAPHTCIIFHO OMPEICICHHBIN
TIOPOTOBBI pazMep cocTaBAeT 0koI0 100 THICAY map HYKJICOTHAOB (T.MLH.), 0koyio 200 T.m.H., oxoja0 300 T.ILH.,
0k0J10 400 T.1m.H., 0k0710 500 T.1.H., 0k0j10 600 T.1.H., 0k0J0 700 T.1.H., 0k0J0 800 T.1.H., 0k010 900 T.ILH. HJIH OKOJIO
1000 T.m.H.

102. DHEpProHe3aBHCHMBbIH MAITHHOYHTACMbIH HOCHTENb MO M. 87, TA¢ MPEABAPUTEIBHO ONMPEICICHHOC
YHUCIIO TEHETHYECKUX MApKEPOB cOCTaBAeT 0K0JI0 30, oxo10 40, oxomo 50, okono 60, oxomno 70, okono 80, okoyo 90
wn 0k0J10 100 pa3THUHBIX TCHETHYCCKIX MapKEPOB.

103. DHEproHEe3aBHCHMBIH MAIIHHOYHTACMBIH HOCHTETh MmO 1. 87, rae cmoco0 JOTOJHHTEIBHO
MPEayCMATPUBACT PA3ACICHHE COBIABIIMX CEIMEHTOB, TAK UTO JUCKPETHBIC I'C€HOMHBIC HHTEPBAJIBI MHOKECTBA
JUCKPETHBIX TCHOMHBIX HHTECPBAJIOB HMCIOT PAaBHBIH pa3Mep.

104. DOHEproHEe3aBHCHMBIH MAIIMHOYHTACMBIH HOCHTETh MmO M. 87, rae cmoco0 JOTOJHHTEIBHO
MPeayCMATPUBACT PA3ACICHHE COBIABIIMX CEITMEHTOB, TAK UTO JUCKPETHBIC I'C€HOMHBIC HHTEPBAJIBI MHOKECTBA
JUCKPETHBIX TCHOMHBIX HHTECPBAJIOB HMCIOT BAPHAOCIBHBIN pazMep.

105. DHEpProHe3aBUCHMBIN MANIHHOYHTACMBIN HOCHTETh 1m0 . 104, rac BapuaOCIbHBIA pa3Mep AAHHOTO
JUCKPETHOTO TEHOMHOTO HHTCPBAja MHOKECTBA JHUCKPETHBIX T€HOMHBIX HHTEPBAJIOB ONPEICIIOT, IO MCHBINCH
MEpe YACTUYHO, HA OCHOBE HAYAJIBHOTO NOJOKCHHA H KOHEYHOTO MOJIOKCHHA coBmaacHuil IBD, mpokcHMambHBIX
JAHHOMY AHCKPETHOMY TCHOMHOMY HHTCPBAJY, INIOTHOCTH T€HOMHBIX MAPKEPOB B JAHHOM JUCKPETHOM T'€HOMHOM
HHTEPBAJIC, MAKCHMAJIBHOTO YHCJAa MApKEPOB I JAHHOTO AMCKPETHOTO I'€HOMHOTO HMHTEPBANA, MAKCHMANBHOM
JUTHHBI JAHHOTO JUCKPETHOTO TCHOMHOTO HHTEPBAJIA WIIH HX KOMOMHAIIHH.

106. OHEproHEe3aBHCHMBIH MAIIMHOYHTACMBIH HOCHTETh IO M. 87, rae cmoco0 JOTOJHHTEIBHO
TIPETyCMAaTPUBACT OIICHKY KAKIOTO M3 MHOXKECTBA IUCKPETHBIX I'CHOMHBIX HHTEPBAJOB HA OCHOBE (i) CTENECHH
COBNAACHHUA MO TOMO3UTOTHOCTH AMCKPETHOTO TE€HOMHOIO HMHTEpBANA Y NEPBOrO HHAMBHAYYMa HIH BTOPOTO
mHIUBHAYyMa H (i) CTENCHH NOMAPHOTO COBIAJCHHSA AWCKPETHOTO TCHOMHOTO HHTEPBAJNA MEXIY ICPBBIM
HHIUBUAYYMOM H BTOPBIM HHIMBHIAYYMOM, C IOJYYCHHEM TAKHM OOpa30M MHO>KECTBA OIICHOK COBIAJCHHSA IO
TOMO3HTOTHOCTH M MHO>KECTBA OLCHOK MOMAPHOTO COBMAACHHUA.

107. DHEproHe3aBHCHMBIH MAIIMHOYHTAEMBIH HocuTenb mo 1. 106, rae cmoco0 JOMONHHTEIBHO

MPE Iy CMATPHBACT KOPPEKTHPOBKY MHOYKECTBA OL[CHOK MOTIAPHOTO COBIAICHHUS HA OCHOBE COTJIACOBAHHOCTH JAHHOM
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OLICHKH NOMAPHOTO COBHAJACHHA C COOTBETCTBYIOIIEH OLICHKOW COBIAJACHUSA MO TOMO3HIOTHOCTH, C MOJYYCHUEM
TaKuM 00pPa30M MHOKECTBA CKOPPCKTHPOBAHHBIX OLIICHOK MOTIAPHOTO COBMAACHHA.

108. OHEproHe3aBHCHMBIH MAIIMHOYHTAEMBIH HocHTenb mo 1. 106, rae cmoco0 JOMONHHTEIBHO
MPEAyCMAaTPUBACT MPHCBOCHHE MHOKECTBA BECOB MHO)KECTBY JUCKPETHBIX ICHOMHBIX HHTCPBAJOB HA OCHOBE
MHO>KECTBA COCTOSTHUH HACHTUYHOCTH IS ABYX aJUieNeH y ABYX AUIUIOUIHBIX HHAUBUAYYMOB.

109. DHEproHC3aBUCHMBIH MANIMHOYUTACMBIH HOCHTET, MmO 1. 108, rae MHOKECTBO COCTOSHHE
HICHTUYHOCTU COACP)KHT COCTOSHHSA HICHTHYHOCTH, BHIOpaHHBIC W3 Tabmimbl 1, W rA¢ MHOKSCTBO BCCOB
MPUCBAWBAIOT HA OCHOBC MHO’KECTBA BKJIAJ0B B POJCTBO 7y, KaK IepeunciIcHO B Tadmmme 1.

110. DHEproHe3aBUCHMBIH MAITHHOYUTACMBIH HOCHTETH 10 1. 109, rae CTeNneHb POACTBCHHOTO OTHOMICHHU A
COJCPKUT KO3(PPHUIUCHT POACTBCHHOTO OTHOIICHHUS.

111. OHeproHezaBHCHMBIH MAaIIMHOYMTacMbIH HocHTenb mo 1. 110, rae cmoco® JOMONHHTEIBHO
MPEAYCMATPUBACT BBIUUCJICHUEC B3BCIICHHOM CYMMBI [JI1 MHOJKECTBA JMCKPETHBIX TCHOMHBIX HHTCPBAJIOB

COBIIABLICTO CCTMCHTA, rac B3BCHICHHAA cymMma BBIPDAXKCHA OCPCACTBOM:

__ A1+ 47 + (0,75 x 43) + (0,5 x 48)
Tey = . A

112. DHeproHe3aBHCUMBIH MAITHHOYUTACMBIH HOCHTENb 1O 1. 109, e cTeneHb POACTBCHHOTO OTHOINCHHS
COACPKUT KOS(P(PHLIMCHT POACTBA.
113. DHeproHe3aBUCHMBIH MAIIMHOYMTACMBIH HOCHTENb, IO I 112, rae cmoco® JOIMOJHUTCIBHO

npeayCMAaTpuBACT BBIMUCICHHC B3BCIICHHOU CYMMBI I MHOXXCCTBA OJUCKPCTHBIX TCHOMHBIX HWHTCPBAJIOB

COBIABIICTO CCTMCHTA, rac B3BCIICHHAS cymMma BBIPAKCHA TOCPEICTBOM:
A1 + (0,5 x (43 + A7)) + (0,25 x A8)
kyy = .
L

114. DHECProHC3aBHCHMBIH MAIIHHOYHTACMBIH HOCHTCIH MO M. 87, TIC OICHKA CTCIICHH POJCTBCHHOTO
OTHOIUCHUS MEKAY IEPBBIM HHAMBHIAYYMOM H BTOPBIM HHAMBHAYYMOM IPEIYCMATPHBACT ONPEIACICHUE CTCIICHH
HHOPHAWHTA ICPBOTO HHAWBHIAYYMA HJIH BTOPOTO HHAWBHIYYMA.

115. DHEproHe3aBUCHMBIA MAIIHHOYUTACMBIH HOCHTEIb IO 1. 87, II¢ OLCHKA CTCNICHH POACTBCHHOTO
OTHOIUCHUS MEKAY IECPBBIM HHAMBHIYYMOM H BTOPBIM HHAMBHAYYMOM IPEIyCMATPHBACT ONPEIACICHUC CTCIICHU
HHOPHAWHTA ICPBOTO HHANBHIAYYMA H BTOPOTO HHAWBHIYYMA.

116. DHEpProHe3aBHCHMBIH MANIMHOYHTAEMBIH HOCHTENh 1O 1. 115, rae cmoco® JOMONHHTEIEHO
TpeIyCMaTPHBACT OMPEACICHIC CEMCHHON B3aHMOCBS3H MEKIY IICPBBIM HHIMBHIYYMOM H BTOPHIM HHAWBHIYYMOM
HA OCHOBE, IO MCHBINCH Mepe YaCTHYHO, CTCNICHH HHOPHIWHTA NICPBOTO HHAWBHAYYMA H BTOPOTO HHAWBHAYYMA.

117. DOHeproHe3aBHCHMBIH MAIIMHOYMTACMbI HOCHTENs, 1O 1. 116, rae ceMelHas B3aHMOCBA3b
MPSACTABIACT COOOHW B3aWMOCBA3h POJUTCITB-PCOCHOK, B3aHMOCBA3h OpaT-CeCTpa, B3AHMOCBA3b TCTS/AAA-
IUICMSTHHUK/TTICMSHHAIA, B3AHMOCBA3b HAa YPOBHE [JBOIOPOIHBIH OpaT/IABOIOPOAHAS CECTPa HWIH B3aHMOCBSI3b
0alymrka/ ey mKa-BHYK/BHYUKA.

118. SDHeproHe3aBUCHMBIH MANIHHOYHTAEMbIH HOCHTENb 1O 1. 114 mwmu 115, rae cmoco® AOMOHHTEIBHO
MPEyCMATPUBACT OIPEACICHHE OXHUAAEMOH CTCNICHH HWHOPHIMHIA TOTCHIHATGHOTO IIOTOMCTBA II€PBOTO
HHIMBHAYYMA H BTOPOTO HHAHBHAYYMA.

119. DHeproHe3aBHCHMBIH MAIIMHOYHTAEMBIH HOcHTENh 1O 1. 118, Trae cmoco0 JOMONHHTEIEHO
MPE Ay CMATPHBACT ONPEACICHUE PEKOMEHAANNH, YKA3hIBAKOIIECH, ClICAYET JIH CKPEIUBATh IIEPBOTO HHAUBHAYYMA H
BTOPOTO MHAWBHAYYMAa BMECTC Ha OCHOBC OXKHIACMOH CTENICHH HHOPHAMHTA MOTCHIMAIBHOTO IOTOMCTBA IIEPBOTO

HHIUBHAYYMA H BTOPOTO HHAMBHAYYMA.
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120. DHEproHe3aBHCHMBIH MAIIMHOYHTAEMBIH HOcHTENb mO 1. 119, rae cmoco0 JOMONHHTEIBEHO
TIPETyCMaTPHBACT OTIPECICHAC PEKOMEHAAINH, YKA3bIBAIOIICH, UTO CIEAyST CKPEIUBATH ICPBOTO HHAWBUIYYMA U
BTOPOTO HHAWBHAYYMa BMECTE, KOTJA OKHJAcMas CTCTICHb MHOPHIHWHIA NMOTCHIMAJHHOTO ITOTOMCTBA IIEPBOTO
HHIMBHAYYMA M BTOPOTO HHIMBHAYYMAa HE IPEBBHIMACT NPEABAPHTEIBHO OMNPEICICHHYI0 NOPOTOBYHO CTEICHb
HHOPHUIWHTA.

121. OHeproHe3aBHCHMBIH MAIIMHOYHTAEMBIH HOcHTENh IO 1. 119, rae cmoco® JOMONHHTEIBHO
MpEe Ty CMaTPHUBACT OIPE/ICICHUE PEKOMEHIAIHH, YKA3bIBAIOLICH, UTO HE CIICAYET CKPEINHBATh IIEPBOTO HHANBUAYYMA
U BTOPOTO MHIMBHAYYMAa BMECTE, KOIJAa OKHAAEMas CTCICHb WHOPHAMHTA MOTCHIHAJBHOTO IIOTOMCTBA IIEPBOTO
HHIUBHAYYMa M BTOPOTO HHIHBHAYYMa IIPEBBIIIACT IPEABAPHTCIBHO OIPEICICHHYIO IIOPOTOBYIO CTCIICHb
HHOPHUIUHTA.

122. DHEproHE3aBHCUMBIN MAIIHHOYHTACMbIH HOcHTenh mo 1. 120 wmum 121, rae mpeaBapUTEIHHO
OTpECICHHA] MOPOTOBad CTCIICHb HHOPUANHTA cocTaBeT okoio 0,10, oxomo 0,15, oxomo 0,20, oxono 0,25, okoJo
0,30, oxomo 0,35, oxoso 0,40, oxoso 0,45 umu okomo 0,50.

123. OHeproHe3aBHCHMBIH MAIIMHOYMTACMBIH HOCHTENh IO M. 87, rae cmoco0 JOTOJHHTEIBHO
TPy CMaTPHBACT MOJIYHYCHUE COLHAIBHOM CBSI3H MEXKIY EPBBIM CYOBEKTOM, CBA3AHHBIM C ICPBBIM HHAUBUIYYMOM,
H BTOPBIM CYOBEKTOM, CBA3aHHBIM CO BTOPHIM HHAWBHAYYMOM, HA OCHOBEC, II0 MEHBIICH Mepe YacTUYHO,
OLICHUBACMOM CTCIICHU POJACTBCHHOTO OTHOIICHMA MEKIY IEPBBIM HHIUBHIYYMOM H BTOPBIM HHAMBUIYYMOM.

124. DHeproue3aBUCUMBbIf MANTHHOYHTACMBIH HOCHTEITH 110 1. 123, rIe CONHATBHYO CBA3b MOIYYAr0T, KOTAA
OLICHMBACMAsA CTCICHb POJACTBCHHOTO OTHOLICHHS MCEKAY IICPBBIM HHIWBHAYYMOM H BTOPBIM HHAMBHIYYMOM
MPEBBIIACT NMPEABAPUTEILHO ONMPEACICHHOE IOPOTOBOE 3HAUCHHUE.

125. DHeproHe3aBUCHMBIH MAIIHHOYHTACMbIH HOCHTETb IO II. 124, rae mpeaBapHTEIbHO OIPEACICHHOE
MOPOTOBOE 3HAUCHHE cocTaBisieT okojo 0,00001, oxono 0,0001, okomo 0,001, oxomo 0,01, okomo 0,02, okomo 0,04,
oxouo 0,06, oxoio 0,08, oxomo 0,1, oxomo 0,12, oxono 0,14, okomo 0,16, oxoio 0,18, oxomo 0,2, oxoao 0,25, okoJ0
0,3, oxomo 0,35, okouo 0.4, oxoso 0,45 wmm oxono 0,5.

126. DHECPrOHC3aBHCHMBIN MAIIHMHOYHTACMBIA HOCHTCIH MO M. 123, rA¢ COIMANBHYIO CBSA3b MOJIYYAFOT
TOCPEACTBOM CCTH COLIHATBHBIX CETCH.

127. DHeproHe3aBHCHMBI MAIIHHOYHTACMBIH HOCHTENp MO 1. 123, TAc mepBblif CYOBCKT SIBISCTCA
BJAACTBLICM IICPBOTO HHAWBHYYMA B KAUECTBE JOMAIIHETO )KHBOTHOTO, ¥ I/IC BTOPO CYOBEKT SABIICTCS BIAACIBLEM
BTOPOTO HHAMBHAYYMA B KAUECTBE JOMAIIHETO KABOTHOTO.

128. OHEproHEe3aBHCHMBIH MANIMHOYHTACMBIH HOCHTETh mO M. 87, rae cmoco0 JTOTOJHHTEIBHO
TPeyCMATPUBACT HIACHTH(PHKADMIO CEMCHHOW B3aHMOCBA3H MCKAY IICPBBIM HHIWBHAYYMOM H  BTOPBIM
HHIMBHIYYMOM Ha OCHOBC, II0 MCHBINICH MEpE YACTHIHO, CTCIICHH POJACTBCHHOTO OTHOIICHUS.

129. DHeproHe3aBHCHMBIH MAIIMHOYMTACMbIH HOCHTENs, 1O 1. 128, rae ceMelHAas B3aHMOCBA3b
MPSACTABIACT COOOHW B3aWMOCBA3h POJUTCITb-PCOCHOK, B3aWMOCBA3h OpaT-CeCTpa, B3AHMOCBA3b TCTS/AAA-
IUICMSTHHUK/TZICMSIHHAIA, B3AHMOCBA3b HA YPOBHE JBOIOPOIHBIH OpaT/IABOIOPOAHAS CECTPa HWIH B3aHMOCBSI3b

0alymka/ ey mKa-BHYK/BHYYKA.
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Pur. 1

1/2

Ilony4yenue ramIoTUNMYECKUX JaHHBIX IS TOMYIISALUI
TECTUPYEMBIX UH/IUBUIYYMOB, COJACPIKAIIUX MHOXKECTBO
IEHETUYECKUX MAapKEPOB, OOIIMX /JIsl LIOIYJISAIUN
TECTUPYEMBIX UHAUBUAYYMOB

A

PazgeneHue ramloTUNHYECKUX JAHHBIX HA CETMEHTHI Ha
OCHOBC MHOXCCTBA I'TCHCTHUYCCKUX MAPKCPOB

y

Jlns ka>x10M MOITYJIAIUA TECTUPYEMBIX UHAUBULYYMOB:
COTIOCTABIIEHHE Ha OCHOBE N'€HETUYECKUX MapKepOB
CErMEHTOB MAIUIOTUIIMYECKHUX JIAHHBIX, KOTOPBIE
UJEHTUYHBI [10 MPOUCXOKIECHUIO MEKIY IBYMsI
WH]IUBUIyyMaMU TIOITYJISIUA U UMEIOT LIEPBBIA pazMep,
KOTOPBIN IIPEACTABIIIET COOOU 1O MEHBIIEH Mepe
IIPE/IBAPUTEIILHO OIIPEJICIICHHBIA [IOPOTrOBBIM pazMep, U
COJICpKaT 10 MEHBIIIEH Mepe IIPEIBAPUTEIHLHO
OTIPEIETIEHHOE YUCIIO TEHETHUECKUX MapKEPOB

A

JUIst KaXkKJI0r0 M3 COBHABIIUX CEIMEHTOB MEXKLY JIByMs
WHAMBUAYYMaMU: (a) pa3ieleHle COBIABLIETO0 CETMEHTA
Ha JINCKPETHBIC TEHOMHBIC HHTEPBaIbL, (b) OICHKY
Ka)KI0T0 M3 JUCKPETHBIX T€HOMHBIX HHTEPBAJIOB Ha
OCHOBE (1) CTEIICHH COBIIAJICHUSI TI0 TOMO3UTOTHOCTH
JUCKPETHOTO FTeHOMHOTO HHTEpBaJia y MEPBOTO WIH
BTOPOTO MH/IMBH/IyyMa, WK (11) CTEIICHH [TOTIapHOTO
COBITJIEHUS TUCKPETHOTO TEHOMHOTO HHTEPBAIa MEXIY
JIBYMSI MHJTUBH]Ty YMaMH, C [TOJYYCHUEM TaKHUM 00pa3om

MHOYECTBA OIEHOK; (C) KOPPEKTUPOBKY OIICHOK HA OCHOBE

COITTACOBAHHOCTH OLIEHOK, MOy4asi TAKUM 00pazoM
MHOKECTBO CKOPPEKUTPOBAHHBIX OIIEHOK, 1 (d)
MPHUCBOEHNE MHOKECTBA BECOB TUCKPETHBIM T€HOMHBIM
UHTEpBaJlaM Ha OCHOBE CKOPPEKTUPOBAHHBIX OLEHOK

™\ 108

Brruncnenue B3BelIeHHOM CYMMBI IJIs1 MHOXKECTBA
JUCKPCTHBIX TCHOMHBIX HHTCPBAJIOB COBIIABIICTO
CEIrMCHTA Ha OCHOBEC MHOXKECTBA CKOPPEKTUPOBAHHLBIX
OLICHOK U MHOJXCCTBA BECOB

N 110

v

OHCHKa CTCIICHU POJACTBCHHOI'O OTHONICHUSA MCKIY
MEPBLIM HHANBUAYYMOM U BTOPBIM HHIAUBUAYYMOM Ha
OCHOBC B3BCHICHHBIX CYMM COBIIABIIHUX CETMCHTOB

AN 112
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