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(57)

Hacrosiiee wm3o0pereHHe OTHOCHTCS K croco0aM OLEHKH CTENEeHH POJCTBEHHOTO OTHOLICHUS
MeXIy HHAUBHAyyMaMd. COITacHO aclekTy CIoco0 MpeaycMaTphBaeT IMONYYCHHE TalIOTHITHYECKUX
JAHHBIX, COICPKAIUX TCHETHYECKHE MapKephl, oOIHe i MOMYISIANd HHIUBUIYYMOB, pa3leiieHUE
TalJOTHUIHMYECKUX JaHHBIX HA CETMEHTHI HA OCHOBE T€HETUYECKUX MAPKEpOB, AJIS KaKIOH MOMyIIAIUH
TECTHPYEMBIX WHAWBHUAYYMOB: (i) COMOCTaBI€HHE HAa OCHOBE T'CHETHYECKHX MapKEepPOB CETMEHTOB
TaIIOTUIIMYECKUX JTaHHBIX, KOTOPbIC WACHTHUYHBI TI0 TPOUCXOKICHUIO MEXITy OBYMs WHAWBUIYYyMaMH,
(11) A71st KaXKJIOTO M3 COBIABIIMX CETMEHTORB: pa3/ieJIeHHE COBIABIIETO CETMEHTa Ha IMCKPETHbIE TCHOMHBIE
MHTEPBAJIBL, OLIEHKY Ka)XIOTO M3 AMCKPETHBIX TEHOMHBIX WHTEPBAJIOB HA OCHOBE CTEIICHH COBIIAJCHUS
Yy WHAWBHIYYMOB WU MEXIy WHAWBHAYYMAaMH, KOPPEKTHPOBKY OICHOK Ha COIJIACOBAHHOCTH, M (iii)
BBIUUCIICHHE B3BEIIEHHOW CyMMBI AJISI JUCKPETHBIX T€HOMHBIX MHTEPBAJOB COBIABILETO CETMEHTa Ha
OCHOBE CKOPPEKTHPOBAHHBIX OIIEHOK W TIPHCBOCHHBIX BeCOB, W (d) OLEHKY CTENEHH pPOICTBEHHOTO
OTHOIICHUS MEKIY HHIUBUIYYMaMH Ha OCHOBE B3BEIICHHBIX CYMM COBIABIIUX CETMCHTOB.
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CchliIKa HA POICTBEHHBIE 3asIBKH

CornacHO HACTOSAIICH 3asIBKE HCIPAINIMBACTCS IPUOPUTET B COOTBETCTBHH C MPEIBAPUTEIHHOMN 3asSBKOI Ha
Bbtauy mateHta CIIIA Ne 62/936879, mogannoit 18 Hos6ps 2019, KoTOpast BKIIOYCHA B HACTOSIIIUN JOKYMEHT
MTOCPEJICTBOM CCBHIJIKHM BO BCEI CBOEH MOJIHOTE.

IpenmecTBYOLUIl YPOBEHb TEXHMKH HACTOSIILIET0 H300peTeHUs

Heb6ompmme paznmaus B JJHK B monmymsmusx MHIABUIYYMOB MOTYT OBITh PUYHHON OONbBIIEH YacTH re-
HETHYECKHUX M (PEHOTUIHMYECKUX Pa3IH4uil, HaOIroMaeMBIX MeXITy WHANBHAyyMaMu. OmnpeneneHHble HICHTHY-
HbIe 10 TIpoucxoxaecHuio ramotuiiel (IBD) (mampumep, HeGonpmme ydactku JIHK, xoTopwie HaciaemyroTcs
BMECTE), KOTOPBIC SBJISIOTCS OOLIMMH ISl OTJCIBHBIX HHIMNBHIYYMOB, MOT'YT YKa3bIBaTh HA CEMCHHYIO B3aUMO-
CBSI3b MEXJY 3TUMHU HHAMBHIYyyMamu. CienoBaTenbHO, aHamu3 IBD MoxeT mpoBOAWUTE T MHOKECTBA WHIH-
BUJIyYMOB JUISI TOTO, YTOOBI OTIPEEIIUTh UX POACTBEHHOE OTHOLICHHUE.

CyIHOCTH HACTOSIIET0 N300peTeHnsI

Hacrosimee n300peTeHne OTHOCHTCS K croco0aM OIEHKH CTENEHH POACTBEHHOT'O OTHOIICHUS MEXIY
uaauBuIyyMaMu. COTJIACHO acMeKTy croco0 MpeaycMaTpHUBaeT MOTYYCHHE TalTIOTHIIAYCCKUX TaHHBIX, CO-
JIepKaIluX TeHeTHYeCKue MapKepsl, oOmie A MOMYJISAINH MHIANBHIYYMOB, pa3AelicHHe TallJIOTHITHICCKIX
JAHHBIX Ha CETMEHTHI Ha OCHOBE T'€HETHUYECKUX MApKEpPOB, I KaKJOW MOMYJSALIHUN TECTUPYEMBIX WHIHBH-
IyyMOB: (i) COTIOCTaBJICHHE Ha OCHOBE T€HETHYECKUX MAPKEPOB CETMEHTOB TaIlNIOTHIINYECKUX JTaHHBIX, KOTO-
pBIe WIACHTHYHBI 10 TMPOUCXOXKICHUIO MEXKIY ABYMSI HHIUBUAYyMamH, (ii) Ui Ka)KIOTO W3 COBIABIINX CET-
MEHTOB: pa3JelieHue COBMABIIETO CETMEHTA HA AUCKPETHBIE TéHOMHBIC WHTEPBAJBI, OLEHKY Ka)KJOTO U3 JIHC-
KpPETHBIX TeHOMHBIX MHTEPBAJIOB HA OCHOBE CTEIICHU COBIAJCHUS Y HHIAWBHAYYMOB HIIN MEKIY WHAUBHUIYY-
MaMH, KOPPEKTUPOBKY OIICHOK Ha COTJIACOBAHHOCTH M (iiil) BEIYUCICHHUE B3BEIICHHON CYMMBI JJIsl JUCKPETHBIX
TEHOMHBIX WHTCPBAJIOB COBIABIICTO CETMEHTAa HA OCHOBE CKOPPECKTHPOBAHHBIX OIICHOK U MPUCBOCHHBIX Be-
coB, 1 (d) OIIEHKY CTeNeHH! POJICTBEHHOTO OTHOIICHHS MEXy MHANBHAIYyMaMHU Ha OCHOBE B3BELICHHBIX CYMM
COBIIaBIINX CEIMEHTOB.

CornacHO acIlieKTy HacTosIiee M300peTeHHE OTHOCUTCS K KOMIIBIOTEPU3UPOBAHHOMY CHOCOOY OLICHKH
CTETIEHH POJCTBEHHOTO OTHOIICHUS MEXAY ABYMS MHIWBUAYYMaMH IUILIOWTHOHN MOIYISAIUH, HpeLyCcMaTpH-
BalomieMy: (@) moyrydyeHue TalUIOTHIINYeCKUX TAHHBIX Ui MOMYJISAIWN TECTHPYEMBIX HHIWBHUAYYMOB, IPHYEM
TaIUIOTUIIMYECKUE JTaHHBIE COIEp)KaT MHOXECTBO TEHETHIECKUX MAapKepoOB, OOMNX IS MOMYJIIHA TeCTHpYye-
MBIX HHOIUBUIYYMOB, (b) pa3mesieHue rarsioTHINYeCKUX JaHHBIX HA CETMEHTHI HA OCHOBE MHOKECTBA TeHETHYE-
CKHX MapKepoB, (C) JUIsl KaKIOW TOMYJISIAN TeCTUPYEMbIX HHIUBUYYMOB: (i) COTIOCTaBJICHHE HA OCHOBE MHO-
JKeCTBa T€HETHYECKUX MapKEepPOB CETMEHTOB TaINIOTUIMYECKUX JAaHHBIX, KOTOPBIE HACHTUYHBI IO TPOUCXOXKIe-
HUFO, MCXKIY MEPBHIM WHAMBHIYYMOM U BTOPBIM WHIUBUIYYMOM CPEIH IMOMYJISIIIAUA TECTHPYEMBIX WHIAUBUAYY-
MOB, MPHYEM KaXKIBIH W3 COBIABIIMX CETMEHTOB MMEET NEPBBIH pa3Mep, KOTOPHBIH NPEACTAaBISIECT COOOH IO
MEHBIIIEH Mepe NpeBapUTEIbHO ONpEe/IeNICHHBIN IIOPOTOBBIA pa3Mep, M COJCPIKUT 10 MEHBIIIEH Mepe NpeiBapu-
TEJILHO OIPEAEIEHHOE YMCII0 TeHETHYECKIX MapKepoB, (ii) I KaXkI0T0 U3 COBIABIIMX CETMEHTOB MEXIy Iep-
BBIM WHIWBUIYYMOM H BTOPBIM HHIUBHIYYMOM: Pa3JIcIICHUE COBIIABIIETO CETMEHTa HA MHOXKECTBO JUCKPETHBIX
TCHOMHBIX WHTECPBAJIOB, OI[CHKY Ka)KIOTO U3 MHOXECTBA JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB Ha OCHOBE (i) cTe-
TICHW COBIAJCHUS 110 TOMO3UTOTHOCTH JAUCKPETHOTO TEHOMHOTO WHTEPBAJIAa Y MEPBOI0 MHIUBUAYYMa HIIH BTO-
poro MHAMBUAYyMa WM (ii) CTENEHU MOMAPHOTO COBIAJCHHS TUCKPETHOTO TEHOMHOT'O WHTEpBalla MEXIY Tep-
BBIM MHAWBHIYYMOM M BTOPHIM WHIWBHAYYMOM, C ITOJTy4EHHEM TaKUM 00pa3oM MHO)KECTBA OLIEHOK, KOPPEKTH-
POBKY MHOECTBA OLIEHOK HAa OCHOBE COTJIACOBAHHOCTH MHOYKECTBA OILIEHOK, MOJIy4ast TAKUM 00pa3oM MHOXKECT-
BO CKOPPEKTHPOBAHHBIX OICHOK, M MPHCBOCHUE MHOYKECTBA BECOB MHOXKECTBY AMCKPETHBIX T€HOMHBIX HHTEP-
BaJIOB Ha OCHOBC MHOJKECTBAa CKOPPEKTUPOBAHHBIX OICHOK JTUCKPETHBIX TCHOMHBIX HHTCPBAJOB, U (iil) BBIYHC-
JICHWE B3BEIICHHOW CYMMBI JJIs MHOXXECTBA JAMCKPETHBIX T'€HOMHBIX WHTCPBAJIOB COBIABIIECTO CETMCHTa Ha
OCHOBE MHOJKECTBAa CKOPPEKTHPOBAHHBIX OLIEHOK W MHOXECTBA BecOB, U (d) OLIEHKY CTENEHU POJICTBEHHOTO
OTHOIICHUS MEXAY MEPBBIM HHIUBUAYYMOM H BTOPBIM HHIWUBHAYYMOM Ha OCHOBE B3BCIICHHBIX CYMM COB-
MABIINX CETMEHTOB.

CornacHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS TUILTOUIHAS MMOMYJISLNS MPEICTABISLCT CO00H Momys-
U0 MyeKonuTaonux. CorflacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS MOIYIISIIUS MICKOMUTAIONINX TIpe-
CTaBIsAET COOOM MOIYISAINIO CEMEHCTBA TICOBBIX, MOIMYJIALNNIO KOMIAYbUX, TIOMYJISIMIO CIOPTHBHBIX KHBOTHBIX
WIH TIOMYJSIHIO TPRI3YHOB. COTIacHO HEKOTOPHIM BapHaHTaM OCYIECTBICHHS MOITYJISAINS MIEKOMHTAIOLIINX
MpEACTaBIsIET cOO0M MOMYIISIIHIO ceMeicTBa MCOBBIX. COTIacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS TOIY-
TSI ceMeicTBa MCOBBIX MPECTaBIAET co000i monmyisinuio cobak. CoraacHO HEKOTOPBHIM BapHaHTaM OCYIIIECT-
BJICHUS TOITYJISAIHS MICKOITUTAIOIINX MPEACTABIIET COOOH MOy A0 KomadsuX. CorracHO HEKOTOPBIM BapH-
aHTaM OCYIICCTBIICHUS TOMYJISAIMS KOIIAYbHX MPEJICTABISACT cOOO0M MOMyAIHi0 KomreK. CoracHO HEKOTOPBIM
BapHaHTaM OCYIICCTBJICHHUS MOMYJIANUS MJICKOMUTAIONINX MPEICTABISCT COOON MOMYNSAIUI0 CHOPTUBHBIX KH-
BOTHBIX. COTJIaCHO HEKOTOPHIM BapHAaHTaM OCYIICCTBIICHUS MOMYJISLUS CIIOPTHBHBIX KHUBOTHBIX MPEACTABISICT
coboit momynsnuio somaneil. CornacHo HEKOTOPBIM BapHaHTaM OCYIIECCTBIICHHS MOIYJISIIUS COOAK COIEPIKUT
OJTHY WJIM HECKOJIBKO ITOpOJ] COOaK, BRIOPaHHBIX W3 TPYIIIbI, COCTOsIIEH n3: Addennunuep, AdraHckas 6op3aas,
Adpukannc, Aunu, Iprensrepbep, Axbam, Axuta-uny, by Kyrra, Ucnanckuii anano, Anamnaxckuit 0yib-
JIoT, AJSICKMHCKHUH KIIM-Kad, AJSCKHHCKUN MajaamyT, AJlaH, AJIOTIEKUC, AJBIHICKas TakcooOpas3Has ToH4Yasd,
AMepuKaHCKass oBYapKa, AMEpUKaHCKas akuTa, AMEpPUKAHCKHHA Oylbaor, AMEpHKaHCKUN KOKEp-CIIaHUEIb,
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AMepHKaHCKast 3CKUMOCCKasi co0aka, AMEpUKaHCKUHA (okcxayHI, AMEpUKAaHCKHN TOJIBIH Tepbep, AMEpUKaH-
CKHi MacTH(, AMEPHKAHCKHH TMHTOYIbTEpbep, AMEPHKAHCKUHA CcTaQQOpIILIUPCKUHA Tepbep, AMEpHUKaHCKUH
BOJSIHOW CIIaHWENh, AHATONMUICKAs oBUapka, AHTIIO-(ppaHITy3cKas Mayias ToH4Yas, ANIMEHIeUIep 36HHCHXYH]I,
ApPreHTHHCKHIA NTOT, ApbeXCKUH Opakk, ApbekcKas ToH4as, ApMaHT, ApTya3ckas ToHYas, ABCTPUIHACKHNA
Oynbaor, ABCTpanuiicKas macTyIIbsi cobaka, ABCTPATMICKUIA KEJIH, ABCTpAIMHACKAsi OBUapKa, ABCTPaTUHCKAH
MIETKOBUCTBIA TEphep, ABCTpalHiickas KOPOTKOXBOCTAs MACTYIIbs co0aka, ABCTPATHHCKHUN Tephep, ABCTPHIA-
cKkas roHdasi, ABcTpuiickuii muHuep, A3aBak, baxapBaibckas cobaka, bapoer, AdpukaHckas Henmaromas codaka,
Backckas oBuyapka, ApTe3naHo-HOpMaHICKHN OacceT, ["oyOoii rackoHckuit 6accer, Peixkuii OpeToHCKHit Oac-
cet, bonpmioit Banaeiickuii 6accer-rpuddon, Mabiii Banaeiickuii 6accer-rpudoH, baBapckas ropHas rondas,
burne, burne-xapeep, bopomatsiii konmu, bocepon, bemnunrron-teprep, benbruiickas oBuapka, bensruiickas
oBuapka (I'pronennanp), benbruiickas osuapka (Jlakenya), benbruiickas oBuapka (Manunya), benbruiickast oB-
yapka (TepBiopen), bepramckas oBuapka, benass mBeiinapckas oByapka, [Tukapamiickas oBuapka, bepHckas
roHuast, bepHckuii 3eHHeHxyn, bumon ¢puse, buitn, bucoen, Uepno-noamnansiii kynxayna, EpHas HopBexxckas
JocuHas naiika, bynnen6eticep, HopBexxckuil uepHbIi aikxyH, Pycckuil yepHblii Tepbep, XKentas ¢ yepHO#
MacKoH 10)kHas ToH4ast, bombIras romybast rackoHCKas ToHYast, Manas roimy0asi TackoHCKasi roH4ast, brnagxayHn,
bio-neiicu, baro-mon-teprep, Kpamuato-romy6oii kyuxayua, bypOyie, Uenickas mactymbs cobaka, bomonbes,
Bopnep-kommm, bopaep-teprep, Pycckas nicoas 6op3as, bocHmiickas skecTkommepcTHas ToHdast, bocroH-tepnep,
Apnennckuii 6yBbe, @manapckuit 0yBbe, bokcep, bolikun-cnianuens, Utanbsackuit Opakk, OBepHCKas JeraBas,
Bypbonckuii 6pakk, bpak Jlromton, @paniy3ckuii 6pakk, CeH-xepMeHcknid Opak, bpasmisckuii Tepbep, bpuap,
Cpennwmii Banaeiickuii rpuddon, bperonckuii amanboib, bpoxomsmep, FOpckas ronyas, bBykoBuHckast oBuapka,
Byns-sun-tepbepsl, bynerepoep, bynbreprep (Munnatropusiit), bynsmactug, bymm Kyrra, Kepu-tepsep, Xa-
HaaHCKas cobaka, Kanasckas ackumocckast cobaka, Kananckuii noitarep, Kane-kopco, [Topryransckas oBuapka,
Kao ne kactpo-nabopeiipo, A3opckast nactymbs cobaka, KaponnHckas cobaka, PympIHcKkast kaprnaTckast oBuap-
ka, JleomapnoBass cobaka Karaxynei, Karamonckas osuapka, KaBkasckas oBuapka, KaBanep KuHT-4apiib3-
cnianuenb, CpenHeasnarckasi opuapka, Yemckuii oycek, Yemckuii Tepsep, [lonbckas 6opsas, UYecanmk-6ei-
petpuBep, Cepo-roirybast rondasi, ®paniy3ckas depHo-mieras roHdas, ®dpaniy3ckas Oenmo-depHas cobaka,
®paniy3ckas TpexiBeTHas roHvas, Ynxyaxya, Ynnmiickuii pokcreprep, Kuratickuii aynuH, Kuraiickas xox-
nmatasi cobaka, Kuralickas mmmepatopckas cobaka, YnHyk, Uunmumapai, Yay-yay, YpyrBaiickuii cumappoH,
Yepnas oByapka, YnpHeko aens JTHa, Kimambep-canuens, JmuHHOMEPCTHBIM KoutH, KoJmi KOopoTKoIIepCT-
ue1id, Kom6aii, Kopnosckas GoiimoBast cobaka, Koton-me-tyneap, Kpurckas ronuas, XopBarckas oBuapka, Kam-
Oeprnenpckas oBdapka, KypuaBormepcTHblii peTpuBep, UexocaoBankas Bomdbs codaka, Takca, Jlanmarun, JleH-
JIM-TMHMOHT-Tepbep, JlaTcko-mBenckas depmepckas cobaka, Junro, lobepman, bopaockuii nor, KyOunckuit
nor, I'Baremanbckuii Oynbreprep, Kapankosslit nor, [penrtckast kyponarounas cobaka, pesep, Jdynkep, ['oi-
JaHACKas oByapka, [ oymaHiackuii cMoycxoHn, BocrouHoeBpomelickas oBuapka, BocrouHocuOupckas naiika,
Dno, AHIIHHACKUN KOKEp-CIIaHUEb, AHTIIMICKAs CHOTOBas TOHYAs, AHTIHHACKUH (oKcxayHA, AHTIHACKHIA Ma-
ctud, IloiinTep, AHrMiACKUN ceTTep, AHIJIMICKas OoBYapKa, AHITIMHUCKUHA CIIPUHIEp-CIaHUe b, AHTIMHCKUHA
TOU-Tepbep, AHIIMICKUI BOJSHOM CriaHMeNb, AHIIMHACKUN Oelblil Tepbep, DHTIeOyXep 3eHHeHXKYH, ['omy0oit
MTUKApAMICKHI CITaHneNb, DCTOHCKAs TOHYas, DIITpeNbckas oBuapka, EBpasuep, ®una-cnanuens, bpasuabckuit
duma, Ouno, Ounckas rondas, PuHCKUI nanmxynn, OuHckud mmul, [IpsMmorepcTHeI peTpuBep, TalBaHb-
ckasg Cobaka, ['mamkomepcTHeIii (okcTepbep, JKecTkomepeTHblid (GoKcTephep, bpeToHckuii 3manbonb, PpaH-
IIy3CKui Oymbaor, @paniy3ckuil crianuenb, Mcmanckuii ranero, Jlanrxaap, Hemenxuit muauep, Hemenkast oB-
gapka, Kyprxaap, Hemenkwuii Baxtensxynn, Hemenxuit mmun, /Iparxaap, Puzenmuayuep, ['men od Mmaan te-
pwep, 3omoTHcThIi petpuBep, LlloTnanackuii cerrep, bonbias anrno-¢paHiy3ckas uepHo-1eras rondas, bois-
ImIasi aHrio-(gpanity3ckasi KpacHo-Tierasi ToH4as, bospmias aHrio-¢paHiy3ckas TpEeXLBETHAs roH4Yas, bonbmioi
Banjewckuii rpuddon, Ilyspropukanckuit mactud, Hemeukuit nor, Ilupeneiickas ropnas cobaka, Bonpioi
mBeinapckuii 3eHHeHXyH 1, ['pennanyickas cobaka, I'pefixaynn, ['omyOoli rackoHckuii rpuddon, benbruiickuii
rpuddon, bperoHckuii pekesatsiii rpuddon, Husepuckuii rpuddon, I'ynb-nonr, I'yns-tepp, Muaniickas co-
Oaka-3as, ['onuas ['amunerona, ['aHHOBepckas roHuas, Xapeep, ['aBanckuii OumoH, ["aBaiickas cobaka mmow,
TI'umanatickas oBuapka, Xokkaiino, Xopras bopzas, XosaBapt, TpaHcunbBaHcKas roH4asi, HoBo3emnanackas oB-
gapka, XworeaxyHn, [logenko mounenko, Mcmannckas cobaka, Muamiickuii mmun, Wpmanackuii OymbTepbep,
Wpnanackuii kpacHo-0enbIit ceTTep, Upnanackuit kpacHbId ceTtep, Mpnanackuit ctaddopammpckuii 0yabTephb-
ep, Upnannckuit Tepsep, Mpnanackuit BoasiHo# cnanuens, Upnanackuil Bosikoaas, McTpuHckas KOpOTKOLIEP-
cTHas ronyasi, Mcrpuiickas xectkomepcTHas ronyas, UtanesHckas ieBperka, Jxek-paccen-repbep, Hemerknii
srarepbep, Benckuit snkxayna, SAnoHckuit xuH, SAnonckuit mmnuu, SnoHckuit Tepbep, Jxonanru, Kaiikaay,
Kawu, Kanran, Kannu, Kapakaganckas cobaka, Kapenbckas MemBexbs: cobaka, Kparickas oBuapka, Keecxomp,
Keppu-6urins, Keppu-6mo-Tepsep, KaBanep xunr-uapin3-cnanueins, Koponesckas oBuapka, Kuaramanu, Kumy,
Komonnop, Koukepxonnwse, Kymu, Kopeiickuit unnno, Kopeiickuit mactud, Kpombopnennep, Kynsmunckas
ouapka, Kypu, Kysac, Kaii neo, Jlabpamop xacku, Jlabpamop-perpusep, Jlarorro-pomansoino, Jleiikienn-
Tepwep, Jlankammpckuid xunep, Jlanacup, Jlonapckas oneneronHas cobaka, Jleonbeprep, JIxacckuit anco, Jlu-
TOBCKas roH4ast, [imHHOmEpCTHBIN yunmeT, bpunnusckas OoliroBas cobaka, Manas nsBuHas codaka, Benrep-
ckmii arap, bonpmas npeBecHas rondas, ManpTriickas 6oioHka, MaHdecTep-Tepbep, MapeMmo-aOpyIiKas oB-
gapka, MakHa06, Kcomoutnkyuntnn, MuHHATIOpHAs aBCTpalwiickas oBYapka, MUHHATIOpHBIH DoKcTephep,
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Munnariopusiii [Tunuep, Munnatiopstii [lnaynep, Munnatiopasiii CuOupckuii xacku, PyMbIHCKas MUOPHT-
cKkast oBuapka, Moocckasi cobaka, UepHoropckast ropHasi roHuasi, MOCKOBCKasi CTOpOskeBast, MOCKOBCKHIA BO-
nmonas, I'opHast rondas, Kentykckas ropHas rondas, Mykyuuec, Mynu, KapaBannas 6op3as, bonbmmoi mMron-
crepnenaep, Maibrii MmioHcTepieHae, KypuaBomepcTHsiil peTpuBep ¢ peku Myppeid, Heamonmranckuii Mmactud,
Herodayumnenn, HoBorBuHeiickas motomas cobaka, Hopdonk-cianuens, Hopdonk-teprep, HopOorTeHckas
naiika, CesepHast burmb, CeBepHast mHyuTCcKas cobaka, HopBexckuir OyxyHn, HOpBEeKCKHI cephlid AIKXYHI,
Hopeexckuit nmyanexynn, Hopeud-teprep, HoBomotmannckuii petpusep, Crapomarckuii moitHTep, boOTeiin,
Crapoanrmiickuii 0ynpaor, UepHo-oamansiii Teprep, CtapoHemerkas oyapka, CtapoaHTTUHACKAN OyIIbIOT,
Ortrepxaynn, Hasappckuit nadon, Ilelicnu-tepsep, KontuneHnTansHell Toi-cianuens, [lapcon-paccen-tepsep,
[arepneiin-tepoep, [leknnec, Kanapckwuii nor, Ka-ne-6o, [lepyanckas opxunest nakos, ®@anen, ®apaoHosa co-
Oaka, [Tukapauitckuii cnanuens, [Inort-xayun, [Tonenko Kanapwuo, Ioitarep, [Tonbckuii orap, [Tombckas roH-
yas, [Tonbckas HU3MHHAs OBUYapKa, [lonmbekas moaransHckas oBuyapka, [lomepanckuii mmun, [ToHT-0neMepcknit
crnianuens, [lynens, ®apdoposas ronuas, Ilopryransckuit nogenro, [lopryransckuii [loiinrep, [Topryransckas
BoJHas cobaka, [Ipakckuil kpeicapuk, Ilynens-nointep, Morc, [Tynu, [Tymu, [Tynrcan, [Inpeneiickuit mactud,
ITupeneiickas oBuapka, Padeiipy my Anenrexy, Pamkamanaiism, Pammypckas 6op3ast, O6naBHas OpasuiibcKas
roHyas, AHmamy3ckuii patonepo, Par-teprep, KpacHsiii xynxaynna, Ponesmiickuii pumkoex, Porseiinep, Pyc-
CKHMIi OXOTHHYHMH CliaHuenb, Pycckuii ToH, Pyccko-eBpomneiickas mnaiika, J[kek-paccen-tepbep, Bomubs cobaka
Capnoca, Ucnanckas rondas, [lepcuackas oBuyapka, Mpanckas Mazannapann OBuapka, CaxaqTuHCKUN XacKH,
Camoku, Camoen, Carcapu, [llaprutanunan, [lanmennya, HunnepcreBape, Cxumnmepke, Ctapoxopsarckas 00p-
3as1, Pusenmnaynep, Munuatiopusiit [llnaynep, uayuep cpemgnuii, llIBeiinapckas ronuas, Manas mBeinap-
ckas ronyas, JnunHomépcerHeiii koyuy, Jupxayna, [llornannckuit Tepeep, CunuxeM-tepbep, UtanbsaHckas Ko-
potkomepctHas ron4asi, Cubupckas esgoBas codaka, CepOckast ronyast, CepOckast TpexiuBerHas ronyas, [llap-
neit, lentu, Cuba-uny, lllu-tiy, Cuxoky, lllnnonckas oBuapka, bononka, Cubupckuit xacku, IllenkoBucThIit
BuHaXayHa, Cunranbsckas ronyas, Ckaiitepbep, Cirornu, CioBaukuii uyBay, CioBaukuii TpyOOIIEepCTHBIN cTa-
Bau, CnoBarkuii koo, CMmanaHackas ronyas, Manas rpedeckas cobaka, MpiaaHICKU MATKOMICPCTHEIH MIe-
HUYHBINA Tepbep, FOxHOpycckas oBuapka, FOxHas ronuas, Mcnanckuii Mactud, Vcnanckas BomsHas cobaka,
Cmmaowne, Jlykac-tepbep, Cenbepnap, Maunebrii Hptodaynmienn, CtaduxyH, Ctadhdopamup O6ynerepnep, [Toruas
Credana, ABcrpuiickuii Opynmacteiii Opakk, Cyccekc-cmanuenb, IlIBenckmii nanxynn, IlIBemckuii BambXyHI,
[IBenckmii buras, MenBexbst kKaHaackas codaka TanrtaH, Tairan, Tamackanckas cobaka, Tenau Py3BensT Tepb-
ep, Tenomuan, Tenrepdunna-repoep, Taiickuii 6anrky, Talickuii pumkoek, Tudberckuii mactrd, Tuberckuii cra-
HUenb, TubeTckuit Tepbep, TopHbsk, Toca-uny, Ton-Oympnor, Toit-DokcTepbep, Toii-Manuectep-Tepbep, Tpu-
unr Krop, Tpunn-yokep kyHxayHn, Tuponbckas roHuasi, Y ToHaraH, Benrepckas BbIxJa, BonsnuHO uUTanbsHO,
Betimapanep, Benbui-kopru xkapauras, Benbin kopru nemOpok, Yanbsckast oB4apka, Benpi-cripuHrep-criaHuens,
Benpmreprep, Bect-xaltnena-yaiT-reprep, 3anagHocuOupcekas naiika, Bectdanbckas TakcooOpa3Has roHdas,
Berrepxyn, Yummer, bensiit anrnuiickuii Oynbaor, benas mBelinapckast oBuapka, BeHrepckas skecTKoImepcTHas
BeoiIa, [puddon Kopramsca n Mopkmmpcekuit Tepbep. COrnacHO HEKOTOPHIM BapHAHTAM OCYIIECTBICHHUS MO~
MYJISILUS BKITIOYAET OJHY WJIN HECKOJIBKO YHCTOKPOBHBIX CO0aK (HampuMep, UMEIOIINX OIWMH THII IIOPOJIBI) HIIH
OJIHY WJIM HECKOJBKO cOo0aK CMEIIaHHOW MOpObl (HAIpUMeEp, UMEIONINX HECKOJIbKO THMOB mopox). CorimacHo
HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHS MOIMYIILUS MPEICTaBsIeT cO00M MOMysAnnio cobak cMEmanHo| Mopo-
11, umetomux JJHK u3 moboro uncna (Hampumep, 1, 2, 3,4, 5, 6, 7, 8, 9, 10 wim 6onee 10) nim kKoMOMHAIIMHA
YUCTOKPOBHBIX COOAK.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS TaIUIOTUITMYECKUE JaHHBIC MOIYYaloT IIyTeM 00padoT-
KW TCHOTUIIMYCCKUX JAHHBIX MOIMYIISAIUN TECTUPYEMBIX WHAUBUAYYMOB C TIPUMCHEHHEM aJlropuTMa (hasupoBa-
HUA ramioTuioB. CorylacHO HEKOTOPBIM BapHaHTaM OCYIISCTBICHHS aJrOpUTM (a3HpoBaHUS TAIUIOTHUIIOB CO-
JEPIKUT alropuT™ (a3supoBaHMs IallIOTUIIOB HA OCHOBE 3TajoHa. COrllacHO HEKOTOPHIM BapHaHTaM OCYILECTB-
JICHUs! adrOpUTM (Da3UpOBaHUsI IaIUIOTUIIOB Ha OCHOBE JTaJIOHA COJEP)KUT MOWCK Ha OCHOBE CKPBITOM MOJIENTH
Mapxkosa. CorylacHoO HEKOTOPHIM BapHaHTaM OCYILECTBICHUs ajrOpUTM (asMpOBaHMsS IalIOTHIOB Ha OCHOBE
aTajoHa cojepxut anroputMm Eaglel, anroputm Eagle2, anroputm PHASE, anropurm fastPHASE, anroputm
BEAGLE, anroputm Findhap, anroputm Impute, anropurm Flmpute, anropurm Alphalmpute, anroputm IM-
PUTE2, amropurm MaCH, amroputm SHAPEIT1, amroputm SHAPEIT2, amroputm SHAPEIT3, anroputm
SHAPEIT4 nmu nx xoMmOuHarmio. CorjlacCHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS aJTOPUTM (a3HupOBAHHS
TaIIOTUIIOB COACPIKUT alTOPUTM (a3HpOBAHUS TAIUIOTHIIOB HA OCHOBE KOTOPT.

CornacHO HEKOTOPBIM BapHaHTAM OCYIIECTBICHUS T€HOTHITMYECKHE MAaHHBIC IMONYYArOT ITyTeM OICHKH
OHMOJIOTHYECKUX 00pPa3IOB, B3ATHIX y HOMYJISIHMHA TECTUPYEMbIX HHANBAAYYMOB. COTIIaCHO HEKOTOPHIM BapHaH-
TaM OCYILECTBJICHHs OHOJIOTHYECKHE 00pasIibl cosepaT o0pasipl KpOBH, 00pa3Ibl CIIOHBI, 00pa3isl Ma3KoB,
00pa3ipl KIeTOK mim o0pasubl Tkaneil. CoriacHo HEKOTOPHIM BapHaHTaM OCYIECTBIICHHS OLEHKA IpeaycMar-
pHUBaeT CEKBEHHPOBAHNE OMOJIOTHYECKUX 00Pa3I0B MM MX IIPOU3BOHBIX.

CornacHO HEKOTOPHIM BapHaHTaM OCYLIECTBJICHHS MHOXKECTBO T'€HETHYECKHUX MapKEpOB COJIEPXKHUT IO
MeHblIel mepe okono 500, mo MeHsbelt Mepe okono 1000, mo Mensmeil Mepe okono 2000, mo MeHbLIEH Mepe
oxoiio 3000, mo menbieit Mepe okoio 4000, mo MensIeit mepe okosio 5000, mo mensuiel Mepe okoio 6000, mo
MeHbIei Mepe okoso 7000, mo menbmelr Mepe okosio 8000, mo menbmeit mepe okoao 9000 uau Mo MEeHbIIEH
Mepe okosto 10000 pa3mTUIHBIX TEHETHIECKUX MapKEPOB.
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CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS COMOCTABICHUE CETMCHTOB TaIIOTHIIMYCCKUX JTaHHBIX,
KOTOPBIE UACHTUYHBI 10 IPOUCXOXKAEHUIO, IperycMaTpuBaeT npuMmenenue anroputva GERMLINE, anropurma
PLINK, anroputma PREST, anroput™a cimyuaiinoi npoekiuu aiist ooHapykenus IBD (RaPID), anropurma ObI-
ctporo ooHapyx)enus IBD o6mux ramiorunos (FISHR), ycoBepmeHCTBOBAHHOTO aaTrOpUTMa HACHTHYHOCTH 10
npoucxoxaenuto (IBD), anropurma fastIBD, anmroputma KING, anroputma HaploScore, anropurma TRUFFLE
wir ux komMOuHary. CorracHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS MPEIBAPUTEIHFHO OMPEACICHHBINA MO-
POTOBBIN pazMep cocTaBisieT okojio 100 ThICSY map HyKIeoTHa0B (T.M.H.), okosio 200 T.m.H., okojio 300 T.1m.H.,
okoJ10 400 T.11.H., okos10 500 T.1m.H., okoa0 600 T.1m.H., okosio 700 T.1m.H., okoa0 800 T.1m.H., okojo 900 T.1m.H. wiIn
okos0 1000 T.m.H. CoriaacHO HEKOTOPHIM BapUAHTaM OCYIICCTBICHHS MPEABAPUTEIBHO ONPEACICHHOE YHCIIO
TEHEeTHYECKUX MapKepoB cocTaBiisieT okojo 30, okono 40, okosno 50, oxono 60, okono 70, okono 80, oxoso 90
i okoyio 100 pa3IryHBIX TEHETHYECKUX MapKEpOB.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHUS CIIOCO0 JOMOTHHUTEIBLHO MPEIyCMATPUBACT Pa3JicIICHIE
COBIIABIINX CETMCHTOB, TAK YTO JUCKPETHBIC TCHOMHBIC HHTEPBAJIbl MHOXKECTBA TUCKPETHBIX TCHOMHBIX HHTEP-
BaJIOB UMCIOT paBHBIN pa3mep. COrIacHO HEKOTOPBIM BapHaHTaM OCYIISCTBICHHS CIIOCOO JOTONHUTEIBHO Mpe-
TyCMaTpUBAaeT pa3JielicHHE COBIABIINX CETMEHTOB, TaK YTO IMCKPETHBIE T€HOMHBIE HHTEPBAjJbl MHOXKECTBA
JIUCKPETHBIX TEHOMHBIX HHTEPBAJIOB MMEIOT BapHaOenbHBIN pa3Mep. CormacHO HEKOTOPHIM BapHaHTaM OCYIIle-
CTBJICHUS BapraOeIbHBIA pa3Mep JaHHOTO TUCKPETHOIO TCHOMHOTO MHTEPBajia MHOKECTBA AUCKPETHBIX TEHOM-
HBIX WHTEPBAJIOB OMPEICIAIOT, IT0 MEHBINEH Mepe YacTUIHO, HA OCHOBE HAYAJIFHOTO IOJIOKEHUS W KOHEYHOTO
MOJIOXKEHUs coBnaneHnit IBD, mpokcuManbHBIX TaHHOMY AWCKPETHOMY T€HOMHOMY HHTEPBAJy, MJIOTHOCTH Te-
HOMHBIX MapKepOB B TAHHOM TUCKPETHOM T€éHOMHOM HHTEpBaJle, MAKCHMAJIBFHOTO YHCIIa MApKEePOB IS TaHHOTO
JIUCKPETHOTO T€HOMHOTO MHTEpBasia, MAaKCUMAILHON JTMHBI JAHHOTO JUCKPETHOTO TCHOMHOT'O MHTEpBaja WIIH
X KOMOWHAIIHY.

CornacHO HEKOTOPBIM BapUAHTaM OCYIICCTBIICHHUS CIOCOO JTOMOIHUTEIBHO MPEIyCMaTPUBACT OICHKY Ka-
JKJIOTO M3 MHOYKECTBA IUCKPETHBIX TCHOMHBIX HHTEPBAJIOB HA OCHOBE (i) CTENICHHU COBIAJICHHS M0 TOMO3UTOTHO-
CTH IUCKPETHOI'0 TCHOMHOTO MHTEpBaJia y MEPBOr0 WHAWBHUAYYyMa WIM BTOPOTO MHIWUBHAyyMa U (ii) CTEIECHH
TIOTIAPHOTO COBIAJICHUS AUCKPETHOTO TEHOMHOTO WHTEPBAJIa MEXAY MEPBBIM WHAWBHIAYYMOM W BTOPHIM HHAM-
BUAYYMOM, C TOJy9€HHEM TaKUM 00pa3oM MHOXKECTBA OLIEHOK COBITAJCHHS MO TOMO3HTOTHOCTH M MHOECTBA
OIICHOK TomapHOro coBmajeHus. COriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS CIIOCOO IOTIOIHUTEIHHO
MpeayCcMaTpUBAaeT KOPPEKTHPOBKY MHOXKECTBA OIICHOK IOTIAPHOTO COBIAJCHUS Ha OCHOBE COTJIACOBAHHOCTHU
JAHHOM OIIEHKH ITOMAapHOTO COBIAJICHUS C COOTBETCTBYIOMICH OLIEHKOW COBIIAJACHHUS IO TOMO3UTOTHOCTH, C TI0-
Jy4eHHEM TaKUM 00pa3oM MHOKECTBAa CKOPPEKTHPOBAHHBIX OIIEHOK ITOTIAPHOTO COBMIAICHHS.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHUS CIIOCO0 TOMOIHUTEIBHO MPETYCMATPUBACT IIPUCBOCHHE
MHOKECTBA BECOB MHOYKECTBY NTUCKPETHBIX TCHOMHBIX WHTEPBAJIOB HA OCHOBE MHOXKECTBA COCTOSIHHI HUICHTUY-
HOCTH JJISL IBYX aJUIeNiel y ABYX NUIUIOMIHBIX WHIUBUAYYMOB. COTIIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBIIC-
HUSI MHOXECTBO COCTOSIHUH HMJCHTUYHOCTU COJCPIKUT COCTOSIHUS MICHTUYHOCTHU, BEHIODAHHBIC W3 TAOIUIIBI, U
MHOKECTBO BECOB NPHCBANWBAIOT HA OCHOBE MHOXKECTBA BKIIAJIOB B POJICTBO Iyy, KaK MEPEUHCIEHO B Tabnuie
CoriacHO HEKOTOPEIM BapHAHTaM OCYIICCTBICHUS CTCIICHb POJCTBCHHOTO OTHOIICHUS COACPIKUT KOI(DHUITUCHT
poactBeHHoro otHomeHHs . CorlacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS CIIOCOO TOTIONHUTEIHHO MPeIy-

CMAaTpHUBAET BBIYMCIICHNE B3BEIICHHON CYyMMBI JIJI1 MHOKECTBA IUCKPETHBIX TEHOMHBIX HHTEPBAJIOB COBIABILIETO
A1+ 47 +(0,75x 43) + (0,5 x 48)
xy — L .

CETMCHTA, TI€ B3BCUICHHAA CyMMa BbIPaXXCHA IMOCPEIACTBOM:
CornacHo HEKOTOPBIM BapuaHTaM OCYHICCTBJICHUSA CTCICHb POJACTBCHHOI'O OTHOLICHUSA COACPIKUT K03(1)-
(1)I/IIII/I€HT poOACTBa. CornacHo HEKOTOPBIM BapHaHTaM OCYIICCTBJICHUA croco6 JOMOJIHUTEJIBHO MpeayCcMaTpuBa-

€T BBIYMCIICHUE B3BEILIEHHON CyMMBI JIJIsl MHOKECTBA JUCKPETHBIX T€HOMHBIX UHTEPBAJIOB COBIABIIETO CEIMEH-
__A1+(0,5 x (43 + A7)) + (0,25 x A8)

Xy L .

Ta, TJIe B3BEIICHHAs] CYMMa BBIpa)KeHa IIOCPE/ICTBOM:

CornacHO HEKOTOPHIM BapWaHTaM OCYIIECTBJICHHS OIIEHKA CTEHECHH POJICTBEHHOTO OTHOLICHUS MEXIy
MEPBBIM MHIUBUAYYMOM U BTOPHIM HHIMBHIYYMOM IIPEAYyCMAaTPUBAET OIIPEAEIeHUE CTeIeHH HHOPHUIUHTA Tep-
BOTO MHAMBHAYYyMa WIM BTOPOr0o MHAMBHIyyMa. COITIaCHO HEKOTOPHIM BapHAaHTaM OCYIIECTBJICHUS OLICHKA
CTEIICHH POJCTBEHHOI'O OTHOLICHHS MEXIY IEPBBIM HHIMBUIYYMOM M BTOPBIM MHAMBHIYYMOM IIpeIyCMaTpH-
BaeT ONPEAeJICHHE CTECIICHH WHOPUIMHTA IIEPBOI0 MHIMBHAYYMa M BTOPOro MHIMBHAyyMa. COrJIacHO HEKOTO-
PBIM BapHaHTaM OCYILIECTBIEHHS CIIOCOO JOIONHUTENIBHO NPEAyCMATPUBACT ONPEACICHHE CEMEHHOW B3anMo-
CBSI3M MEX[Y IepPBBIM HHAUBHAYYMOM U BTOPBIM HHIMBUIYYMOM Ha OCHOBE, IT0 MEHBIIEH Mepe YaCTUYHO, CTe-
NeH! MHOPHUANHTA IIEPBOTO MHIMBUIYyyMa M BTOPOTr0o MHAMBHAYyMa. COTJIaCHO HEKOTOPBHIM BapHaHTaM OCyIle-
CTBJICHUSI CEMEHHasi B3aMMOCBS3b NPEICTABISIET COOOM B3aMMOCBS3b POJHUTENL-PEOCHOK, B3aUMOCBS3bL Opart-
cecTpa, B3aMMOCBS3b  TETS/AANS-IUICMSHHUK/TIEMSHHUIA,  B3aMMOCBS3b HAa  YPOBHE  JIBOIOPOJHBIH
Opat/nBoropojHasi cecTpa, B3aHMMOCBs3b OaOymIKa/memymiKa-BHYK/BHYYKa WJIM B3aWMOCBS3b Mpabaldyi-
Ka/mpajieiyKa-npaBHyk/npaBHydka. CorjacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHHs ceMelHasl B3anMo-
CBSI3b IPUBEICHA KAaK B3aUMOCBSI3b MEXKIy Mapoi JII0JIeH, TaKUM 00pa3oM, 4TO CTENEHb POJCTBEHHOI'O OTHOIIIE-
HUS MEKIy NMEPBBIM MHAWBUIYYMOM U BTOPBIM MHAWMBHIYYMOM COIIOCTaBMMa CO CTENEHBIO POJICTBEHHOTO OT-
HOILECHUS, OXUAAEMOH MeXIy mapoi moxeil. CoriaacHO HEKOTOPHIM BapHaHTaM OCYILECTBICHHUS B3aMMOCBS3b
MIPEeNCTaBIsIeT COOON B3aMMOCBS3b POIUTENL-PEOSHOK, B3aUMOCBS3b OpaT-cecTpa, B3aUMOCBS3b TETSI/ISIIs-

-4



046341

TUIEMSTHHUK/TIJIEMSTHHALA, B3aMMOCBS3b Ha YpPOBHE JBOIOPOJHBIN OpaT/IBOIOpOAHAsl cecTpa, B3aMMOCBS3b Oa-
Oy1mka/meayika-BHyK/BHyYKa WIM B3aUMOCBSI3b Iipabalynika/mpaae yIika-npaBHyK/ IpaBHydKa.

CornacHO HEKOTOPBIM BapHAaHTaM OCYIIECTBIICHUS CIIOCOO JOMOIHUTEIBHO MPEIyCMaTPUBAET OMpeaeIie-
HHE OKHJIa€MOW CTEeTIeHH MHOPHIMHIA MOTEHINAIBLHOTO IIOTOMCTBA IIEPBOTO MHAMBUAYYMa W BTOPOTO UHIUBH-
Ioyyma. CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS CIIOCOO JOMOJHHUTENBHO MPENyCMaTPUBAET OIpene-
JICHUE PEeKOMEHIAINH, YKa3bIBaIOIIEH, CIeyeT I CKPEINBaTh IIEPBOT0 MHAUBUAYYMa U BTOPOTO MHIWBUAYY-
Ma BMECTE Ha OCHOBE 0’KHAAaEMOI CTENEHN MHOPUANMHra MOTEHIIMAIbHOTO TOTOMCTBA IIEPBOTO MHAMBUAYYMA H
BTOPOT0 MHAUBHIYyyMa. COTrJIacCHO HEKOTOPHIM BapHaHTaM OCYILECTBIEHHS CIOCO0 JOMOIHUTEIBHO NPELyCcMaT-
pHUBaeT ompelelieHne PeKOMEHIANNH, YKa3bIBAIOIIEH, YTO CIIEAyeT CKpEIIMBaTh IIEPBOTO MHAWBUIYyyMa M BTO-
pOTo MHIMBHIYyyMa BMECTE, KOT/Ia O)KujaeMasi CTereHb MHOPUANHTa MOTCHIINAIBHOTO MIOTOMCTBA TIEPBOTO MH-
JUBHAYyyMa ¥ BTOPOTO MHAWBUIyyMa HE MPEBBIIACT MPEIBAPUTEILHO ONPEICIICHHYIO TOPOTOBYIO CTEIICHb MH-
Opuauara. CoriacHo HEKOTOPBIM BapHaHTaM OCYLIECTBICHHS CIIOCOO JOTONHHUTENBHO MPEayCMaTpUBAET OIpe-
JIeJICHUEe PEKOMEHIAlNH, YKA3bIBAIOIICH, YTO HE CIIelyeT CKPEIIMBATh EPBOr0 WHIMUBHIYYMa U BTOPOTO MHIH-
BUJIyyMa BMECTE, KOTJja O)KHJaeMasi CTelIeHb HHOPHUIMHIa IOTEHIIMAILHOTO MOTOMCTBA IIEPBOT0 MHIAMBHAYYMa
¥ BTOPOTO MHIMBHAYYMa INPEBBIIIAET NMPEABAPUTENBHO OINPEICICHHYIO IOPOroBYyI0 cTeneHb nHOpuauHra. Co-
TJIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS PEIBAPUTEIBHO ONPEAEICHHAs IOPOroBasi CTETIeHb NHOPHUIWH-
ra cocrasiser okoio 0,10, oxomo 0,15, oxomno 0,20, oxomno 0,25, oxomno 0,30, oxomno 0,35, oxono 0,40, oxkomno 0,45
niu okoio 0,50.

CornacHO HEKOTOPBIM BapHaHTaM OCYILIECTBICHHS CIIOCO0 JOMOIHUTEIBHO TPEIyCMAaTPHUBAET MOIyICHHUE
COIIMAIBHON CBSI3M MEXKAY NMEPBBIM CYOBEKTOM, CBSI3aHHBIM C MEPBBIM MHAWBUIYYMOM, U BTOPBIM CyOBEKTOM,
CBSI3aHHBIM CO BTOPBIM MHIMBHAYYMOM, Ha OCHOBE, [0 MEHBIIECH Mepe YaCTU4HO, OL[CHUBAEMON CTEIIEHH POJI-
CTBEHHOTO OTHOLICHUSI MEXIY NEPBBIM MHIUBHIYYMOM M BTOPBHIM MHAWBUIYYMOM. COIJIACHO HEKOTOPHIM Ba-
pHaHTaM OCYIIECTBIICHHUS COLMAILHYIO CBSI3b IIOJIy4aloT, KOT/Ja OLICHHBAeMasi CTETIeHb POACTBEHHOTO OTHOIIE-
HUS MEXy IEpBBIM HHIMBHIYYMOM M BTOPHIM MHAMBUIYYMOM MPEBBIIIACT IPEIBAPUTEIBLHO ONPE/ICICHHOE
noporosoe 3HaueHHe. CorjacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS MPEABAPUTEILHO ONPEICICHHOE MOPO-
rosoe 3HaueHue coctapiseT okoso 0,00001, oxono 0,0001, oxoso 0,001, oxomo 0,01, oxomo 0,02, oxomo 0,04,
okoJjio 0,06, oxomno 0,08, oxomo 0,1, oxosno 0,12, oxomo 0,14, oxoso 0,16, oxomno 0,18, oxono 0,2, okoso 0,25,
oxoto 0,3, oxomo 0,35, oxoso 0,4, okono 0,45 wmu okoso 0,5. CorlacHO HEKOTOPBIM BapHaHTaM OCYITIECTBIIC-
HUS COLIMAIBHYIO CBSI3b MOJYYAIOT MOCPEACTBOM CETH COLMANbHBIX ceTeil. CoriacHO HEKOTOPHIM BapHaHTaM
OCYIIECTBIICHHS TIEPBBII CYOBEKT SIBIACTCS BIAJCIbIIEM IIEPBOTO HHANBUAYYMA B KaUECTBE JIOMAIITHETO KUBOT-
HOTO, M BTOPOIl CyOBEKT SABJIAETCS BIaJCNIbIIEM BTOPOTO MHANBUIYyMa B KadeCTBE JOMAIIHEro xkuBoTHOro. Co-
TJIACHO HEKOTOPHIM BapHaHTaM OCYILECTBICHUS OJJMH M TOT )K€ CYOBEKT SIBISICTCS BJIaJENbIIEM IIEPBOTO HHIM-
BUJIyyMa M BTOPOTO MHAMBUIYyYMa B Ka4eCTBE JOMAIIHETO KUBOTHOTO. COTIacHO HEKOTOPHIM BapUaHTaM OCy-
IIECTBJICHUS [TOJy4YEHHE COLIMAIBLHON CBS3H MEXLy HEPBBIM CyOBEKTOM M BTOPBIM CYOBEKTOM MPEAyCMaTpPHBACT
MPE/IOCTaBICHUE MECTOIOJIOKEHUSI TIEPBOTO CYOBEKTa MIIM BTOPOTo cyObekTa. COrslacHO HEKOTOPBHIM BapHaH-
TaM OCYIIECTBJICHHS MOJYYCHHE COIMAIbHON CBSI3H MEXAY IEPBBIM CyOBEKTOM M BTOPBIM CyOBEKTOM Ipeny-
CMaTpUBaeT MPEJOCTaBICHNEC KOMMYHUKAIIMOHHOHN CBS3U MEX/Y IIEPBBIM CYOBEKTOM U BTOPHIM CYOBEKTOM.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHS CIIOCOO JOMOIHUTEIBHO TPeIycCMaTpUBacT HACHTH (-
KaI[Mi0 CEMEWHON B3aMMOCBSI3M MEXIy NEPBBIM HHAWBHAYYMOM M BTOPHIM HHAMBHAYYMOM Ha OCHOBE, IIO
MEHBIIIE Mepe YaCTUYHO, CTETICHH POACTBEHHOTO OTHOUIEHHUsI. COTIacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIIE-
HUS ceMelHas B3aMMOCBSI3b IPEICTABIAET COOOM B3aMMOCBSI3b POAUTENb-PEOCHOK, B3aUMOCBS3b OpaT-cecTpa,
B3aMIMOCBS3b TETS/IAAS-TUIEMSIHHUK/TNIEMSTHHUIA, B3aWMMOCBS3h Ha YPOBHE IBOIOPOJHBIN Opat/IBOIOpOIHAS
cecTpa, B3aMMOCBs3b 0alyIIKa/AeAyllKa-BHYK/BHyYKa, WJIM B3aUMOCBs3b Ipabalymika/mpanesyika-
npaBHYK/TpaBHy4YKa. COrjlacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS CeMeiHasi B3aMMOCBS3b NPUBEICHA KaK
B3aUMOCBSI3b MEXKIY Mapod JIoJeH, TaKuM 00pa3oM, YTO CTENEHb POJCTBEHHOTO OTHOLICHUS MEXKAY IEePBBIM
WHIUBHIYYMOM M BTOPBIM WHIUBHIYYMOM COIIOCTaBMMa CO CTEIEHBIO POJCTBEHHOTO OTHOIICHHS, O>KUIAEMOH
Mexay napoi monei. CorjacHO HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHS B3aMMOCBSI3b NPEICTABISIET COOOM
B3aUMOCBSI3b POJHUTEINb-PEOCHOK, B3aMOCBS3b OpaT-cecTpa, B3aUMOCBS3b TETs/ I AA-TIIIeMIHHAK/TUIEMSIHHULIA,
B3aMIMOCBSI3b Ha YPOBHE JIBOIOPOJIHBIN OpaT/IBOIOPOIHAS CecTpa, B3aUMOCBA3h 0a0yIIKa/ e ynka-BHYK/BHyIKa
WM B3aUMOCBSI3b TIpabadyIIKa/mpaaeynmka-npaBHyK/ IpaBHydKa.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS CIIOCOO JOMOIHUTEIBHO MPeIycCMaTpUBaeT HACHTH (-
KaIMio Al KaXXJOr0 M3 OJHOTO WJIM HECKONBKHX MHIWBHIYYMOB HOMYIALUHN TECTHPYEMbBIX HHAMBUAYYMOB,
CTaTyca MPHUCYTCTBHSI, OTCYTCTBUSI, PHCKA MJIN HOCHTENS T€HETHIECKOTO COCTOSHUS MM COCTOSHUSA 3/I0POBBS y
uHIUBHAYyMa. COrjacHO HEKOTOPBHIM BapHaHTaM OCYIIECTBICHHUS T€HETHUECKOE COCTOSIHUE MM COCTOSIHHE
3JI0POBBSI BBIOpaHO M3 rpymisl, coctosmei n3 Tpombonatun (RASGRP2 Ok3oH 8), ledpunnTa nupyBaTKUHA3E
(PKLR 3xk30n 7 Bapuanr morca), [lepunura dakropa IX, 'emodpumuu B (F9 Ok30n 7, Bapuant tepnepa), Je-
¢unnrta mmpysarkuHazel (PKLR Ox3on 7 Bapuwant burns), P2Y12 Hapymenus TpoMOOIMTOB penenTopoB
(P2RY12), Tpombactenun ['nannmanna tumna [ (ITGA2B Ox3on 12), bonesnu gon Bumnedpanna tuna 11, VWD
tuna I (VWF), Anomannu Meit-Xerrnuna (MYH9), Tpom6onatin (RASGRP2 DOx30n 5, Bapuant Amepukan-
CKOH acKkMMoccKoil cobakn), Jedurura paxropa IX, 'emopumuu B (F9 Dx3on 7, Bapuant Poxesuiickoro pun-
kOeka), bonesan dhon Bunmnebpanna Tuma I (VWF), Dmmunronuros3a cobak (SPTB Dx3on 30), Hapymenwus an-
re3un aeikonutoB cobdak tuma I, LAD3 (FERMT3), lepunura npokammkpenna (KLKB1 Dk3on 8), bomesnn
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¢on Bumedpanna tuna 111, VWD tuma 111 (VWF Oxk3o0n 4), dedunnra dpakropa VIII, 'emodmmun A (F8 Dx3on
10, Bapuant bokcepa), Cunapoma 3axpaucHHbIX HerTpodunos (VPS13B), Jedunura nupysatkunassl (PKLR
Ok30H 7 Bapuant Jlabpanopa), Tpomoonatiu (RASGRP2 Dx3om 5, Bapuant baccer-xaynna), Jedumura mupy-
BatkuHa3bl (PKLR Dx30H 5), dedunura dhakropa VIII, l'emopmwmmu A (F8 Dx3on 1, BapuanT oBuapku 2), Je-
¢dumuta daxropa VII (F7 Ox3oH 5), Bpoxaennoit makpotpomoborutornennn (TUBB1 Dx30n 1, Bapuant Kasa-
Jiep KUHT-4apiib3-crianuelis), Jluraeosnoro memopanuta, LM (PLG), Jedunura nupysatkrHassl (PKLR Dk30H
10), edumura dhaktopa VIII, l'emopmmmu A (F8 Dx30n 11, Bapuant oBuapku 1), Ipyrux cucrem, AyroBocma-
muTensHoTo 3aboneBanus maprnes, SPAID, JIuxopaaku mapres (MTBP), AyTocoMHO-penecCHBHOMN AUCTUIA3HN
smanm, HaciencTBeHHoM rumoruia3uy sManu 3yoa (BapuaHT uranbsHcKo# neBpeTkr), CHHIPOMA MEPCUCTCHITUH
MIOJUIEpOBBIX TpoTokoB, PMDS (AMHR?2), BectuOymnsproro cunmpoma u riyxotsl JJo6epmanos, DVDob,
DINGS, Hapymennii rinas, IIporpeccupyromieii atpodun ceruarku, crd2 (IQCB1), [lepBuunoro BeIBUXa Xpy-
cranmka (ADAMTS17), 'maykombl IepBUYHON OTKPHITOYToJbHOM TiaykoMsl (ADAMTS17 Ok3on 2), [Iporpec-
cupytomeit arpoduu ceruarku, crdl (PDE6B), IIporpeccupytomeit arpoduu ceruarkw, redl Ianouko-koHycHOH
mucrutasun, redl (PDE6B Ok3on 21 Bapuant Mpnanackoro kpacHoro cerrepa), AHomanuu rina3 Koy, 'nno-
1a3um cocynuctoir obonouku riaza, CEA (NHEJ1), [Iporpeccupyromeit arpoduu cerdatku (SAG), Axpoma-
tonicun (CNGA3 Dk30H 7 Bapuant Hemenkoii oBuapkn), MynbTrdoOKaIsHOM peTuHONaTin cobak cmr2 (BESTI
DKk30H 5), ['MaykoMbl IEpBUYHON OTKPHITOYroiibHOHM Tiaykombl (ADAMTS17 Dx3on 11), [Iporpeccupyromeit
atpoduu cetyaTku, prcd [IporpeccuBHOMN nereHepaluy manodko-kordoukoBoro otpeska (PRCD Ok3on 1), Ha-
CJIEICTBEHHBIX KaTapakT, Pananx katapakt, FOHomeckux karapakt (HSF4 Dk3on 9 BapuaHT oBuapku), AyTo-
COMHO-JIOMUHAHTHOH mporpeccupyromei atpodun cetdatkn (RHO), MynbTrhOKaTbHOW pETHHOMATHN COOaK
cmr3 (BEST1 Dk30n 10 SNP), Axpomaroncuu (CNGA3 Dx3oH 7 Bapuant nabpanopa-perpusepa), MynbTudo-
KanpHON permHonatuu codak cmrl (BEST1 Dk3om 2), [Iporpeccupyronieii arpodun ceruark, rcd3 INamouxo-
koHycHOH nucrutaszun, rcd3 (PDE6A), IIporpeccupyromeii arpodun cetyarkn (CNGB1), IIporpeccupyromeit
atpo¢um cerdyatku 3omorucroro perpusepa 2, GR-PRA2 (TTCS), Ilporpeccupyromeii atpoduu ceTyarky,
CNGA (CNGAI1 3k30n 9),

[Iporpeccupyromeii arpoduu cerdatku 3oiotrctoro perpuBepa 1, GR-PRA1 (SLC4A3), Ilporpeccu-
pyromeit atpodun cetdatku - crd4/cordl (RPGRIP1), BposknenHoii craitmonapHoit KypuHoi cinenotsl (RPE6S),
Huctpodun porosunbl Pepa, MCD (CHST6), I'maykombl TNEepBUYHOH OTKPBITOYTONBHONH TJIAYKOMBI
(ADAMTSI10 3x301 9), MynbsrudokansHo# petuHonatuu codak cmr3 (BEST1 Dxk3o0m 10 Jlenenwms), [maykoMbr
TIEPBUYHON OTKPBHITOYrosibHOM riaaykoMbl (ADAMTS10 Dx30H 17), Memmeunsix HapymeHui, [leaTposaepHoit
muonatuu (PTPLA), bonesan Tomcena (CLCN1 Dk3on 7), HacnencTBeHHOM MuonaTuu aatckoro pora (BINT),
Boneznn Tomcena (CLCN1 Ox3on 23), Memueunoii aucrpodun (DMD Bapuant Benbin kopru neM6opok), Bei-
3BaHHOTO (HM3MUYecKoil Harpys3koi kosutanca (DNM1), Memmeunoii nucrpodun (DMD Bapuant 3o10THCTOTO
perpusepa), dedunnra muocratus, Cunapoma bymmu-yunmera (MSTN), MuotyOynsapuoit muonaruu 1, Cs-
3aHHOI ¢ X-XxpoMocoMol MHOTYOyssipHO# muonatnn, XL-MTM (MTMI, Bapuanr JlaGpanopa), MelmedHo#
muctpoduu (Bapuant KaBanep kuHr-dapis3-crianuesns 1), MylnbTHCHCTEMHBIX HapylieHui, [lepBrnunoi nmmim-
apHo#t muckunesun, PCD (CCDC39 Oxk3on 3), GM1 I'anrnuosunosza (GLB1 Dx3o0n 2), Cunnpoma ['yprepa tuna
IITA, Bonesnu Candummmnmo tuma A, MPS IITA (SGSH Dk30n 6 Bapuant 1), [Ipro6peTeHHOT0 HEBPOHAIEHOTO
nepoua-munodycrunoza (ATP13A2), GM1 T'aarmmosuno3a (GLB1 Ok3o0n 15 Cuba-uny Bapuant), HeBpoHaiib-
Horo nepoua-tunodycurosa 2, NCL 2 (TPP1 Dk3ou 4), Cunapoma ['ypnepa tuna VII, Cuaapoma Cnas, MPS
VII (GUSB Dx30H 3), ®yko3zunosa codbak (FUCA1), GMI1 I'anrmmosunosa (GLB1 Dx30H 15 AnsckuHCKUH Xac-
ku Bapwuanr), bone3nun Hakortenus Jlarorro (ATG4D), BpoxxneHHOTO KepaTOKOHBIOHKTUBUTA CHKKA U UXTHO-
sudopmHOro aepmarosa, Cuaapoma KypuaBoii mepctu u cyxoro riaza, CKCSID (FAMS83H 3x3o0H 5), ['uko-
reHoBoit 6one3nn tuma VII, [ledunura docdorexcoknnassl, Jedunura PFK (PFKM VYummer n Anrnuiicknit
crpuHTep-crianuens Bapuanr), [mukoreHoBoit 6one3nn tuna 1A, bonesnn I'mpke, GSD 1A (G6PC), I'mukoreno-
Boii Oosesznu tuna VII, lepuunra docdorexcoknnassl, Jedunura PFK (PFKM Baxrtensxynn Bapuanr), Hes-
ponansHoro uepoun-nunodycuunosa 1, NCL 1 (CLNS Bopaep-xommn Bapuanr), HeBponansHoro nepouna-
munodyciuHosa 1, MozxeukoBoii atakcuu, NCL-A (ARSG Dk30H 2), HeBpoHaIBEHOTO HEpOUI-TUTO(YCITHHO3a
6, NCL 6 (CLN6 Dk30H 7), Cungpoma I'ypnepa tuma I, MPS 1 (IDUA), [TodeuHoii nmucTaaeHOKapIIMHOMBI U
y3noBoro aepmarodpuodpoza, RCND (FLCN 3k3on 7), HeBponansHoro nepoun-nmunodycnuaoza 10, NCL 10
(CTSD Dx30H 5), 'mobonano-ki1eTouHOH Jeiikoauctpoduu, boresan Kpadoe (GALC Dk3oH 5), ['mukoreHOBOMH
6onesnn tuna I11A, GSD IITA (AGL), HeBponanpaoro nepoun-nunodycnraoza (MFSDS), GM2 I'anrnmo3uno-
3a (HEXB, ITynens Bapuant), CsizanHOM ¢ X XpOMOCOMON BPOXKIEHHOM SKTOACpMaIbHOW MTUCTUTa3UH, AHTH/I-
potuueckoit axTonepmansHoit auciiazun (EDA WaTpon 8), HeBponansHOTo mepouna-numnodyciuaoza (CLN8
Agscrpanuiickast oBuapka Bapuant), HeBponansHoro nepoun-munodycunnosa 8, NCL 8 (CLN8 Anrmmiicknit
cerrep Bapuanr), HeBponansaoro nepoun-nunodycunnosa 1, NCL 1 (PPT1 3k3on 8), HeBponanbsHoro nepo-
un-munodycunHosa (CLNS Bapuanr 3omorucroro perpusepa), Cunapoma ['ypaepa tuna VII, Cungpoma Cras,
MPS VII (GUSB 3xk30H 5), 'mukorenoBoit 0one3nu tumna 11, bomesnu [Tomne, GSDII (GAA), GM2 T"anrnuo3u-
noza (HEXA), Cunnpoma I'ypriepa tuna II1A, Bonesun Candunumnmo tuna A, MPS IIIA (SGSH Ox30n 6 Bapu-
aHT 2), 3a00J¢BaHUI KOKHU U COCTUHUTENBbHOM TkaHu, xTro3a (PNPLA1), Uxtrno3a (SLC27A4), Juctpoduue-
ckoro Oymiesnoro smmuaepmosa (COL7A1), Mxrtuosa, Dnumepmonutudeckoro uxtuosa (KRT10), Dxronep-
ManbpHOU auciuiazun, Cuaapoma xpynkoctu koxu (PKP1), MxTnoza (NIPAL4), Cuanpoma Mycnaanna-JIroke
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(ADAMTSL2), OvaroBoii HEAINMUACPMOIUTHYECKON JaJOHHO-MIOIOIIBEHHON KepaTonepMun, BpoxxaeHHoi ma-
xuonnxuu (KRT16), Hacinencreennoro nmapakeparo3a Hoca (SUV39H2), HacnencTBeHHOTO rHnepkepaTos3a no-
nymedek yan (FAM83G), Hapymenuit ToJIOBHOTO M CIIMHHOTO Mo3ra, KOBeHWIBbHOW monuHelponaTtuy, [1omu-
HeBpornatuu seonoeprepo 1, LPN1 (LPN1, ARHGEF10), Hapymenus Tpoduku Mo3xedka, HeoHaTanmbHON
JereHepani  kopel  Mo3xkedka, NCCD (SPTBN2), Hapkonencum (HCRTR2 MWuatpon 6), L-2-
T'mapoxcurnyrapukamuaypun, L2HGA (L2HGDH), I'yOuaroit nmerenepamii ¢ MO3KEIKOBOW aTakcued 2,
SDCA2 (ATP1B2), Ilporpeccupyromeii HelipoHaIbsHOW adnoTpodhnr, MHOKECTBEHHOW CUCTEMHOHN JlereHepa-
uu cobak, CMSD (SERACI Dx3on 15), HeonataneHo# HelpoakconansHoM nuctpoduu mwioga (MFN2), He-
oHaTtanpHOU dHIeatonatuu ¢ cygoporamu, NEWS (ATF2), [JoOpokauecTBEHHO# ceMeHHON I0BEHILTBHOMN AITH-
nenicur, Pemurtupyromeit gpokansHo# snmnencun (LGI2), FOBeHmIpHOTO Mapannya TopTaHd M HNOJNHMHEWpora-
tuy, IlonuHeBponaTuu ¢ riaa3HBIME aHOMAIUSAMH U Bakyonusauuel HeliponoB, POANV (RAB3GAPI, Porseil-
nep Bapmanr), I[Iporpeccupyromieli HelipoHATbHOW aOHMOTpOoGUH, MHOXECTBCHHOW CHCTEMHOHN JereHEepaIliu
cobak, CMSD (SERACI1 3Ox3o0n 4), Mo3xeukoBoii atakcuu, [Iporpeccupyromnieil paHHel MO3KEUKOBOW aTaKCUH
(SEL1L), HacnenctBeHHOH CEHCOpPHO-BETeTaTHUBHOW HeWponartuu, CHHApOMa akpajJbHOTO YyBeubs, AMS
(GDNF-AS), Cungpoma Tpscymierocsi IieHKa, [ eHepaan30BaHHOTO CHHIPOMAa TPEMOpa, CBSI3aHHOTO C X-
xpomocomoit (PLP), 'mmomuenmamzanmu n tpemopa (FNIP2), CnHOMO3KXeUKOBOH aTakchu, ATaKCHUU C TT037-
auM HaganoMm, LoSCA (CAPN1), TTomuaeBponiatnn, NDRG1 I'pefixayan Bapuanr (NDRG1 Dx3oH 15), [Tomm-
HeBpornatuu, NDRG1 Anscka-manamyt Bapuant (NDRG1 3Ox30H 4), Mo3xeukoBoit runormiazuu (VLDLR),
I'y6uaroit nerenepammu ¢ MoxkeukoBoit atakcueit 1, SDCA1, SeSSAME/EAST cunapoma (KCNJ10), CrimHo-
MO3KEUKOBOH aTakcuu ¢ Muokumued w/wim cymoporamu (KCNJ10), Duuedanonatn AJNSCKHHCKOTO XacKH,
Bonesnn Jlu nogoctporo teuenus (SLC19A3), JerenepatuBnoit muenonatuu, DM (SOD1A), bone3nun Anek-
cannepa (GFAP), napymennii cepana, AnnsraunonHoit kapanomuonaruu, DCM1 (PDK4), Cunapoma yanune-
Hus ot uHTepBasna QT (KCNQ1), Junsranuonnoii kapauomuonatun, DCM2 (TTN), napymenuii ckenera, Ha-
CJIC/ICTBEHHOTO BUTaMHUH-D-pesuctentHoro paxura (VDR), HesaBepmennoro ocreorenesa, XpycraibHOH 0o-
ne3nn (COL1A1), HezaBepuienHoro ocreorenesa, XpycransHoit 6one3nn (SERPINHI1), Xounponucrpopun u
3a00eBaHus MEKITO3BOHKOBBIX auckoB, CDDY/IVDD, Tuma I IVDD (FGF4 petporen - CFA12), HezaBepien-
HOTO ocTeoreHesa, XpycransHoit 6oe3nn (COL1A2), Kpannomanauoymspaoit octeomatnu, CMO (SLC37A2),
Huctmazum ckeneta 2, SD2 (COL11A2), Pacmenunsl ry0sl w/nnm pacmenwabl Heba (ADAMTS20), Oxyio-
mucrutazum ckenera 1, KapmukoBoctu-mucrurazum cetdatkd, OSD1 (COL9A3, Jla6pamop-perpusep), Octeo-
xoHapoauctuiazun, KapnukoBoctu ckenera (SLC13A1), meTabomndecKkux HapylIeHHH, 3T0Ka4eCTBEHHOH TH-
neprepmun (RYR1), I'mnokaranazun, Axartanazemun (CAT), edumura mupyBatneruaporenaza (PDP1), Ha-
PYLIEHHH OYEK U MOYEBOTO ITy3bIps, | MIIEpypUKO3YpUH U TUTIIEPYPUKEMHH WK MoYekaMeHHoH Gosesnn, HUU
(SLC2A9), ITonmukucro3zuoit 6onesnu nouyek, PKD (PKD1), Hebponaruu ¢ notepeit 6enkxa, PLN (NPHSI1),
Huctunypun Tuna I1-A (SLC3A1), Ilepnunoii runepokcanypun (AGXT), Huctunypun Tuna I-A (SLC3A1),
AyTOCOMHO-pEIIeCCHBHON HacieACcTBeHHOW Hedpomatnu, HacmexctBenHoit Hedponatmn, ARHN (COL4A4
Ok30H 3), Ces3anHOl ¢ X-xpoMmocomoii HacienctBeHHor Hedponaruei, XLHN (COL4AS5 DOx3on 35, Camoen
Bapuanr 2), Uuctunypum Tunma II-B  (SLC7A9), wmouexkameHnHoii Oome3nu, cBs3aHHOH ¢ 2,8
muraapokcuaneHuHoM, 2,8-DHA Ypomurnaza (APRT), Helipompimieunsix Hapymenuii, CHHIpOMa 3MH301A9e-
ckoro manenus (BCAN), BpoxxaenHoro muactenmdeckoro cuaapoma (COLQ), BpoxmaeHHOT0o MHacTEHUIECKO-
ro cuagpoma (CHAT), Hapymenuit ”MMyHHOH CHCTEMBI, TsDKEIOro KOMOWHUPOBAHHOTO UMMYHOICQHHUITTA
(RAGI), CesizanHOTO ¢ X-XpOMOCOMOW TsKenoro koMouHUpoBanHoro nMmmyHonedpunura (IL2RG Bapuanr 1),
Tsoxenoro komOouaupoBanHoro nMMyHOAeuImTa (PRKDC), CBsizaHHOTO ¢ X-XpOMOCOMOH TSHKEIIOT0 KOMOH-
HupoBaHHOro uMMyHoneduuura (IL2RG Bapuanr 2), lepunnrta kommuiemenra 3, depuunrta C3 (C3), Kemny-
JOYHO-KUIIEeYHbIX HapymieHui, Cunnpoma Umepcaynn-I'pecOeka, CenekTuBHOM ManbabcopOrun KobaramMuHa
(CUBN 3xk30H 53), Cuaapoma Umepcnynn-I'pecoeka, CenexktuBHoi Manbadcopormm kobanamuaa (CUBN Ok-
30H 8), Kimmanyecknx Hapymenuit, MDR1 UyBcTBHUTENIFHOCTH K JIeKapcTBeHHOMY cpenctBy (MDR1), AkTuBHO-
ctr anannHamuHoTpaHcdepassl (GPT), 'opMoHanbHBIX HapymieHuid U BpoxkaeHHoro runorupeosa (TPO, Ten-
tepouna-tepbep Bapuanr). CoriacHo HEKOTOPHIM BapHaHTaM OCYLIECTBICHHS PUCK BBIpaXKaeTcs KaK BEPOST-
HOCTB FJTM OTHOCHTEIBHBIN PHCK HATHYHS Y HHIUBUIyyMa T€HETUIECKOTO COCTOSHIS MIIH COCTOSIHHS 37J0POBBSI.
CoriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OTHOCHUTEIBHBIN PUCK MPEACTAaBIsET cOO0M YMCIIOBOE 3HAYE-
HUe (HampuMep, OTHOIEHHWE OTHOCHTEILHOM YacTOTHI) WIIM KaTeropuaibHOe 3HaueHue (Hampumep, "B rpyIie
pucka", "He B rpymie pucka" win "orcyTcTByeT pruck"). CorilacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS CTa-
TyC HOCUTENS Bh(akaeTcs KakK MOJOKUTEIHHOE WM OTPHUIIATEIEHOE YKa3aHHUe Ha TO, YTO HHANBHIYYM SBISCTCS
HOCHTEJIEM TeHETHIECKOTO COCTOSIHHS MIIH COCTOSHUS 3I0POBBSL.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS CIIOCO0 JOMOJHUTEIBHO TpeIycMaTpuBaeT HACHTH(H-
KaIMIo JUIsl KaXK0T0 U3 OJJHOTO MJIM HECKOJBKHMX MHAMBUIAYYMOB HMOMYJISALUHN TECTUPYEMBIX HHANBUAYYMOB OJI-
HOHM WJIM HECKOJIBKUX MOpoA cobak y MHAMBHAYyMa. COriiacHO HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHS COCO0
JIOTIOJTHUTENBHO TPEyCMaTpUBACT MICHTU(DHUKALIUIO IS KaXKIOTO M3 OJHOTO WIIM HECKOJBKHX WHIMBHIYYMOB
HOMYJISIUHA TECTUPYEMBIX UHIMBHAYYMOB OJHOW MIIM HECKOJBKUX JOJIEH OJHOW MM HECKOJNBKUX IOPOJ] COOaK
uHIBHAYyMa. COTJIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS CHOCOO JOMOJHUTENBHO MperycMaTpHUBaeT
CO3/IaHHE TeHEATOTHIECKOTO JPeBa MHOXKECTBA WHAWBUIAYYMOB IOMYJIAINN TECTHPYEMBIX HHANBHIYYMOB. Co-
TJIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS CIOCOO MOMOTHHUTEIRHO IpPEAyCMaTpPHBACT HACHTH(PHUKAIINIO
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JUISL KaXKJIOTO U3 OJHOTO WMJIM HECKOJBbKHX MHIMBHAYYMOB IIOIYJISIIMM TECTUPYEMBIX HHIMBUAYYMOB IIPHCYTCT-
BUsI, OTCYTCTBUSI WUIM pHCKa (DCHOTHIIA WM NpU3HAKa y MHAMBHAYyyMa. CorjacHO HEKOTOPHIM BapHaHTaM OCy-
MIECTBJICHUS (PCHOTHIT WM MPU3HAK BRIOMPAIOT M3 TPYIIIBI, COCTOSIIEH M3: OCHOBHOTO I[BETA HMIEPCTH (HAIIPH-
Mep, TEMHOU WJIM CBETJIOW IIePCTH, I[BETa MUTMEHTA U Pa30aBIeHUA IBETa), MOTU(PHUKATOPOB OKPACKH IIEPCTH
(HammpuMep, CKpPBITOTO PHCYHKA, PUCYHKa Tela W PUCYHKa MOPJBI), IPU3HAKOB IIEPCTH (HAIpUMeEp, OKpacka,
JUTMHA IEPCTH, JTUHBKA, TEKCTypa IMIEPCTH, OTCYTCTBUE mepcTh (T MEeKCHKaHCKOW royioit cobakm "kcomo"),
oTcyTcTBHUE mepctu (Tum Tepbepa), U aNbOMHU3M), IPU3HAKOB Tesla (HampuMmep, JJIHHA MOPABI, IJIMHA XBOCTA,
KOTTH Ha 3aJHHX JIallax, MyCKyJIaTypa ¥ 00beM CIIMHBEIL, IIBET TJa3), pa3Mepa Tena (HampuMmep, MEHBIIHH, cpe-
HUW W KPYIHBIN), OBeAEHUs (HalpuMep, aganTanus K BEICOTE), TEHETUUECKOT0 pa3Hoo0pasus (HarpuMep, cre-
NIeHb MHOPHUIMHTA U Pa3HOOOpa3re MMMYHHOTO OTBETA).

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJIECHUs CIIOCOO JIOMOTHHUTEIBHO MPETyCMaTpPHBACT CO3aHUE
oT4eTa, KOTOPBI BKIIIOYACT OJTHO WJIM HECKOJBKO M3: CTETIEHH POJICTBEHHOTO OTHOIICHUS, CeMEHHOI B3anmo-
CBSI3H, CTaTyca NPUCYTCTBUSL, OTCYTCTBHS, PUCKA HIIM HOCHUTEJSI TEHETUUECKOTO COCTOSIHUS MIIM COCTOSIHUS 3710~
POBBSI, OJTHOM MIJIM HECKOJIKUX ITOPOA co0aK, OHOW MIIM HECKOJIBKUX J0JICH OHOW MM HECKOJIBKUX MOPOJ CO-
0aK, TeHeaJOrMYecKoro JpeBa, CTaTyca MPUCYTCTBUS, OTCYTCTBHS, PHCKA FIIM HOCUTEIS (ECHOTHIIA WIIH TIPH3HA-
Ka 1 000# nx xomOuHanuu. CoriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS CTIOCO0 JOTOJTHUTENBHO TIpe-
JTyCMaTpHUBAaeT Nepeaady OT4eTa BeTepHHApY.

CornacHo IpyromMy acleKTy HacTosIee H300peTeHne OTHOCHUTCS K BEIYUCIUTEIBHON CHCTEME IS OIICHKH
CTETIEHH POJCTBCHHOTO OTHOIICHHUS MEXAY ABYMS HWHANBHIyYMAaMH ITUILIOWIHON MOMYJISIIHH, COACpIKaIleH:
6a3y JaHHBIX, KOTOpAs BHIMIOJHEHA C BO3MOXKHOCTBIO XPAHECHHUS TAIUIOTHIINIECKUX JaHHBIX JUIS TOMYJISAINAN TeC-
THUPYEMBIX HHANBUIYYMOB, IIPHUYEM TaIZIOTHITNYECKHE TAHHBIE COJEPKaT MHOXKECTBO TEHETHYECKUX MapKepOB,
o0IIMX JUIsl MOMYJSIIAN TECTUPYEMBIX HMHAWBUIYYMOB, M OJMH WM HECKOJBKO IIPOIECCOPOB KOMITBIOTEPA,
(yHKIIMOHAJIBHO CBSI3aHHBIX ¢ 0a301 MaHHBIX, I/I€ OJUH MM HECKOJBKO ITPOIIECCOPOB KOMITBIOTEPA 10 OTAEIb-
HOCTH WJIM BMECTE 3allpOrpaMMHUPOBaHBI Ha: (a) pa3JelieHne ralIoTHITNYECKUX JTAaHHBIX Ha CETMEHTHI HAa OCHOBE
MHO)KECTBA TEHETHYECKUX MapKepoB, (b) I Kax 0| MOIMyJISIIUN TECTHPYEMBIX HHANBUIYYMOB: (i) comocras-
JICHWE Ha OCHOBE MHOJKECTBAa F€HETHYECKHX MapKEpOB CETMEHTOB TAIUIOTHIIMYECKUX NAHHBIX, KOTOPHIC HIICH-
THUYHBI 110 TIPOUCX0XKICHHIIO, MEKIY TEPBBIM HHANBHIYYMOM U BTOPBIM HHIUBUIYYMOM CpEIH HOIYJISINH TeC-
TUPYEMBIX HHIUBHIYYMOB, IPHYEM KaXXIbI M3 COBIABIINX CETMEHTOB MMEET IEPBHIN pa3Mmep, KOTOPHIi npea-
CTaBJISIET COOOM TI0 MEHBIIIEH Mepe MPeIBapUTEIHLHO ONPEACIICHHBIN TIOPOTOBBINA pa3Mep, U CONEPIKUT 110 MEHb-
e Mepe MpeaBapUTENbHO OINPEACICHHOE YHCIO TeHETHUYECKUX MapKepoB, (ii) UIT KaKIOro W3 COBIABIIHX
CETMEHTOB MEXIY MEpBBIM MHINBHIYYMOM W BTOPBHIM HHIMBHIYYMOM: pa3feJicHHE COBIIABIIETO CETrMEHTa Ha
MHOXXECTBO JHCKPETHBIX T€HOMHBIX MHTEPBAJIOB, OLIEHKY Ka)KZOTO MHOXKECTBA JNUCKPETHBIX T€HOMHBIX MHTEp-
BAJIOB Ha OCHOBE (i) CTENIEHHW COBMAJCHUS 110 TOMO3UTOTHOCTH JAUCKPETHOTO T€HOMHOTO WHTEpBaJa y IEPBOTO
MHIMBHIYyMa WM BTOPOTO MHIAMBHAyyMa MM (il) CTETICHH IONIApHOTO COBMAJCHUS TUCKPETHOI'O T€HOMHOTO
MHTEPBAJIa MEXXAY NMEPBBIM WHIMBHIYYMOM M BTOPHIM HHAWBUIYYMOM, C ITOJyYEHHEM TaKUM 00pa3oM MHOXe-
CTBa OIICHOK, U KOPPEKTUPOBKY MHOXECTBA OLIEHOK Ha OCHOBE COTJIACOBAHHOCTH MHOXECTBA OLIEHOK, ITOJIydast
TakUM 00pa3oM MHOXKECTBO CKOPPEKTUPOBAHHBIX OIIEHOK, W IPUCBOCHHE MHOXKECTBA BECOB MHOXECTBY IHC-
KPETHBIX T€HOMHBIX WHTEPBAJIOB Ha OCHOBE MHOXKECTBA CKOPPEKTHPOBAHHBIX OIIEHOK AMCKPETHBIX T€HOMHBIX
WHTEPBAJIOB, U (iii) BEIYHCICHNE B3BEIIECHHOW CYMMBI 1T MHOKECTBA JTUCKPETHBIX TEHOMHBIX HHTEPBAJIOB COB-
MABIIIETO CETMEHTa Ha OCHOBE MHO)KECTBA CKOPPEKTHPOBAHHBIX OIEHOK M MHO)KECTBA BECOB, M (C) OIIEHKY CTe-
MICHH POJICTBEHHOTO OTHOIICHHUS MEXIY MEPBBHIM MHAWBHUAYYMOM M BTOPHIM HMHIWBHAYYMOM Ha OCHOBE B3BE-
IIEHHBIX CYMM COBIIABIINX CETMEHTOB.

CornacHO HEKOTOPBIM BapHaHTaM OCYILIECTBICHUS TUIJIONIHAS MOIYJISIINS IPEICTABIsIeT cO00it mormys-
M0 MileKonuTaromux. CornacHo HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS MOMYJISALUS MICKOITUTAIOMINX TIpe-
CTaBJIIET COOOH MOS0 CEMEHCTBA TICOBBIX, MOMYJISIMIO KOIIAYbHX, TTOMYJISLIUIO CIIOPTHBHBIX KHBOTHBIX
WM TIOMYJISIIUIO TPHI3YHOB. COTJIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS MOIYJISIIUS MIIEKONUTAIOMINX
HPE/CTaBISIET CO0O0I MOMyYIISIMIO ceMeNCcTBa MCOBBIX. COTIacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS MOMY-
JSIIUST CEMEHMCTBA TICOBBIX MPENICTaBIsIET co00l momysnuio codbak. CornacHo HEKOTOPBIM BapHaHTaM OCYIIECT-
BJICHUS TOITYJISAIHS MICKOITUTAIOIINX MPEACTABIIET COOOH MOMy A0 KomadsuX. CorracHO HEKOTOPBIM BapH-
aHTaM OCYIIECTBIICHUS MO KOMAYbUX MPEICTABISACT cOO0H MOy Auio KomeK. CorimacHo HEKOTOPBIM
BapHaHTaM OCYIICCTBJICHUS IMOMYILALNS MJICKOMUTAIONINX MPEICTABISAET COOO0H MOIMYISAINIO CIOPTUBHBIX KH-
BOTHBIX. COTTIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS IMOIYJIALNS CTIOPTHUBHBIX )KHUBOTHBIX HPEACTaBISIET
coboii momysuio Jomazneid. CoraacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS MOIYIAINS CO0aK COIECPIKHUT
OJIHY WJIA HECKOJBKO TIOPOJ CO0aK, BRIOPAHHBIX M3 TPYIIIBI, cocTosmel n3: Addennuauep, Adranckas 6op3as,
Adpukannc, Aunu, Ipnensrepbep, Axbam, Axuta-uny, by Kyrra, Ucnanckuii anano, Anamnaxckuit 0yb-
JIOT, AJIACKUHCKUH KITU-Kai, AJSICKUHCKHIA MalaMmyT, AJaH, AJONCKHC, ANBIHICKAs TakcooOpas3Has roHdYas,
AMepHKaHCKasi OBYapKa, AMEpHKAaHCKas aKkuTa, AMEpUKaHCKWI Oynbaor, AMEpUKaHCKUH KOKep-CIIaHHelb,
AMepHKaHCKast 3CKUMOCCKasi cobaka, AMEpUKaHCKUHA (oxcxayHI, AMEpUKAaHCKHN TONIBIH Tepbep, AMEpUKaH-
CKUi MacTH(, AMEPHKAHCKHH THTOYIbTEpbep, AMEPHKAHCKUHA CcTaQQOpIILIUPCKUA Tepbep, AMEPHUKaHCKUH
BOJSIHOM criaHuenb, AHaTONMHCKas oBYapka, AHIrIo-(paHIy3cKas Majas roHuas, AIMEHIe/UIep 3eHHEHXYH],
ApPTeHTHHCKHIA NTOT, ApbeXCKUH Opakk, ApbeKcKas ToH4as, ApMaHT, ApTya3ckas ToHYas, ABCTPUIHACKHNA
Oynbaor, ABCTpanuiicKas acTyIIbsi cobaka, ABCTPATMICKUIA KEJIH, ABCTpAIMKACKAsi OBUapKa, ABCTPaTUHCKUH
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IICNKOBHUCTHIN Tephep, ABCTpaJIMHCKasi KOPOTKOXBOCTAs ITACTYIIbsI co0aka, ABCTpaIMICKUN Tepbep, ABCTPHIA-
cKast roHuasi, ABCTpHICKUI nuHYep, A3zaBak, baxapBanbckas cobaka, bapber, AQpukanckas Henarommas codaka,
Backckas oBuyapka, ApTe3naHo-HOpMaHICKHN OacceT, ["oyOoii rackoHckuit Oaccer, Peixkuii OpeToHCKHit Oac-
ceT, bonbmoii Banaeiickuit 6accer-rpuddhon, Mansiii Banaeickuii 6accer-rpuddhon, baBapckas ropHas rordas,
burne, burne-xapsep, boponateiii ko, bocepon, bennuarron-tepnep, benbruiickas oBuapka, benbruiickas
ouapka (I'proHennann), benpruiickas oBuapka (Jlakenya), bensruiickas oBdapka (Manunya), benbruiickas oB-
gapka (TepBropeH), bepramckas oBuapka, bemas mBeiinapckas opuapka, [Tukapawmiickas oBuapka, bepHckas
ronyas, bepackuit 3eHHenXxyHa, bumon ¢puse, buitn, bucoen, YepHo-noanansiii Kynxays, EpHas HOpBeXcKast
JocuHas naiika, bynnen6elicep, HopBexxckuil uepHbIi ankxyH, Pycckuil yepHblii Tepbep, XKentas ¢ yepHO#
MacKoi 10XHas ToH4as1, bosbmras romy6ast rackoHcKast roHdasi, Manast roiry0ast rackoHCKast ToH4ast, baagxaysn,
Brro-neticu, bio-mon-reprep, Kpanuaro-romy6oii kynxayna, bypOyns, Henickas nmactymssi codaka, bosonses,
Bopnep-komn, bopaep-tepsep, Pycckast rcoBas 6op3ast, bocHuiickas skectkomepctHas roHuasi, bocron-repeep,
ApnenHckuii 0yBbe, @nanapckuii 0ysrse, bokcep, bolikun-criannens, MranesHcknii 6pakk, OBepHCKas jieraBasi,
Byp6oncknii 6pakk, bpak dromon, ®panmysckuii Opakk, CeH-xepMeHckuii Opak, bpasmisckuii Teprep, bpuap,
Cpennwii Banaeiickuii rpuddon, bperonckuii amanboib, bpoxomsmep, FOpckas ronyas, bBykoBuHckast oBuapka,
Bynb-sua-teprepnl, bynbrepsep, bynbreprep (Munnatiopusii), bynsmactud, bymmu Kyrra, Kepu-Tepeep, Xa-
HaaHcKas cobaka, Kananckas sckumocckas cobaka, Kananckuii moitatep, Kane-kopco, [TopTyranbpckas oBaapka,
Kao nme xactpo-mabopetipo, A3opckas mactymbs cobaka, Kaponuackas cobaka, PyMbeIHCKas kapraTckas oBUap-
ka, JleomapaoBas cobaka Karaxynel, KaTtamonckas oBuapka, KaBkasckas oBuapka, KaBajep KWHT-9apiib3-
cnanuens, CpenHeasnarckas oBuapka, Uemckuii doycek, Uemckmii Tepbep, [lonbckas 6op3as, Yecanuk-Oeii-
perpusep, Cepo-romybast ronuas, ®dpaniysckass depHo-neras roHuas, Ppaniy3ckas Oeyo-uepHas cobaka,
®panrysckas TpexuseTHas ronyasi, Yuxyaxya, Unnmiickuii pokcrepbep, Kuraiickuit uynumn, Kuraiickas xox-
narast cobaka, Kuralickas nmmeparopckas cobaka, UnHyk, Uunmnumnapaii, Yay-yay, Ypyreaiickuii cumappos,
Yepnast oBuapka, Unpreko aenp JtHa, Kiambep-crianuens, JymanoniepetHelil ko, Ko kopoTtkomeper-
Hb1i, Kom6aii, Koprosckas 6oiinosas cobaka, KotoH-ne-tyneap, Kpurckas ronuas, Xopsarckas opyapka, Kam-
Oeprnenpckas oBdapka, KypuaBorepcTHblii peTpuBep, UexocaoBankas Boadbs codaka, Takca, Jlanmarun, JleH-
U-THHMOHT-Tephep, JlaTcko-mBeackas depmepckas cobaka, Jluuro, ob6epman, bopaockmii nor, KyOuHckuii
nor, I'Batemanbckuii Oynprepbep, Kapiukoserit mor, JIpeaTckas kyponarodnas cobaka, [pesep, Jdynakep, ['on-
JaHACKas oBYapka, ['oJumaHACKHN cMOycxoHI, BocTrouHoeBporeiickas oBdapka, BocTouHocmOMpCKas Jaiika,
D10, AHTTTMIACKUI KOKep-CITIaHne b, AHTIIUICKas €HOTOBas TOHYast, AHTITHACKUH (HoKCXayH I, AHTTHHCKUN Ma-
ctud, IlofinTep, AHTIUICKUI ceTTep, AHIIIMKCKAs OBYapKa, AHTIHUHCKHAN CHpPUHTEp-CIaHUENb, AHTITUHACKUN
TOW-Tepbep, AHIIIMICKUI BOJSHON criaHMenb, AHIIMHACKUNA Oelblil Tepbep, DHTIe0yXep 3eHHeHXYH, ['omy0oit
MUKapIUICKUH CIIaHueNnb, DCTOHCKas TOHYas, DmTpenscKkas oBuapka, EBpasuep, ®una-cnanuens, bpazunbckuit
¢una, duno, Gunckas ronyas, Ounckuit nannxysn, Ouncknit mmnmn, [IpsmomepcTHeid petpusep, TaliBaHb-
ckast Cobaka, ['magkomepctheiii poxcrepbep, KecrkoniepctHelil dpokcTepbep, bperoHcknii snanvoib, Ppan-
Iy3ckuit Oynpnor, ®@paHuy3ckuil ciaHuenb, Mcnanckuii ranero, Jlanrxaap, Hemenxnii nuauep, Hemenkas oB-
yapka, Kypuxaap, Hemeuknit Baxrensxynn, Hemenxuii mmun, parxaap, Puzenmuayuep, I'nen od Mmaan te-
pwep, 300TUCTHIN peTpuBep, LlloTnanackuit cerrep, bonbmas anrio-ppaHity3ckas depHo-Tierast rondasi, bomib-
Imasi aHrao0-(ppaHily3cKkas KpacHO-Teras ToHdas, bospmmas aHrino-¢paHIy3cKas TPEXLBETHAs roH4Yasi, bonbiroi
BaHpeickuit rpuddon, ITyspropukanckuii mactud, Hemenkuii nor, Ilupeneiickas ropuas cobaka, Bombiroi
MBEHIApCKHUA 3eHHeHXYH, | pernanackas cobaka, I'pefixaynn, ['omy6oii rackoHckuit rpuddon, benpruiickuit
rpuddon, bpetonckuii peokeBathiii rpuddon, Husepuckuii rpuddon, 'yms-gonr, ['yas-tepp, UHauiickas co-
Oaka-3asn, ['onuas ['amunbrona, ['aHHOBepckas roHuasi, Xapeep, ['aBaHckuii OumoH, ["aBaiickas cobaka moH,
I'mmanaiickas oBuapka, Xokkaiino, Xopras bop3as, XosaBapt, TpaHcunsBaHckas roHuasi, HoBozenanackas oB-
yapka, XroreHxyHJ, [logenko ubunenko, Mcaannackas cobaka, Muawiickuii mmun, MpraHiackuii OynbTepbep,
Wpnanackuit kxpacHo-0enblit ceTtep, Mpnannckuii kpacHsli cerrep, Upnannckuii craddopammpeknii Oyapreps-
ep, Upnanackuil tepsep, Upnanackuil BoasHoU cnanuens, Upnanackuil Bonkogas, McTpuHCcKas KOpOTKOIIEp-
cTHas ronyas, McTtpuiickas skecTkolepcTHas rondas, MtanesHckas neBpeTka, [lxkek-paccen-teprep, Hemenxkuit
srarepbep, LBenckuit snkxayna, SAnoHckuit xuH, Anonckuit mmnuu, SnoHckuit Tepbep, Jxonanru, Kaiikaay,
Kawn, Kanran, Kannu, Kapakaganckas cobaka, Kapenbckas Memsexns cobaka, Kpamickas oBuapka, Keecxonn,
Keppu-6urms, Keppu-6mo-tepnep, KaBanep kunr-uapib3-crianuenb, KoponeBckas opuapka, Kuaramann, Kumry,
Komonpmop, Koukepxonnwe, Kymu, Kopeiickuit anamo, Kopetickuii mactud, Kpomdopnenaep, Kynpmunckas
oBuapka, Kypu, Kysac, Kait neo, Jlabpamop xacku, JlaGpamop-perpuBep, Jlarorro-pomannoino, Jlehiknenm-
Tephep, Jlankamupckuit xunep, Jlanacup, Jlonapckas oneneronnas cob6aka, Jleonbeprep, JIxacckwmii amnco, JIu-
TOBCKas roH4ast, /imHHOmEpCTHBIN yunmeT, bpunnusckas OoiiroBas cobaka, Manas npBuHas cobaka, Benrep-
CKuif arap, bonpmas npeBecHas ronyas, ManbTuiickas 0ojoHka, MaHdecTep-Tepsep, MapemMmo-adpyiKas OB-
yapka, MakHa0, Kconoutukynntan, MuHuaTiopHasi aBcTpanuiickas oB4apka, MununaTiopHbelii doxcrepsep,
Munnariopusiii [Tunuep, Munuatiopslii [naynep, Munnartiopasiii CuOupckuii xacku, PyMbIHCKas MUOPHT-
cKkast oBuapka, Moocckasi cobaka, UepHoropckast ropHasi roHuasi, MOCKOBCKasi CTOpOskeBast, MOCKOBCKHI BO-
nonas, ['opHas ronuvasi, Kenrykckas ropnas rondas, Mykyunec, Myaun, KapaBannast 6op3sasi, bonbmioit Mron-
crepnenaep, Maibrii MioHcTepieHae, KypuaBomepcTHeIil peTpuBep ¢ peku Myppeid, Heamonmranckuii Mmactud,
Herodayumnenn, HoBorBuHeiickas motomas cobaka, Hopdonk-canuens, Hopdonk-teprep, HopOGoTTeHckas
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naiika, CesepHas burnbs, CeBepHas nHyurckas cobaxa, HopBexckuit Oyxyna, HopBexxckuil cepblil aJIKXyHI,
Hopsexckuii nmynnexynn, Hopsuu-tepbep, HoBomotnanackuit perpusep, CrapomaTckuii noiHrep, booOreiin,
Crapoanrmiickuii 0ynbaor, UepHo-oamansiii Teprep, CTtapoHemerkas oyapka, CtapoaHTTUHACKAN OyIIbIOT,
Ortrepxaynn, HaBappckuii madon, Ileticiu-Tepbep, KonTruHeHTambHBIN TOR-cITanuenb, [lapcoH-paccen-Tepbep,
ITarepaetin-tepnep, Ilekunec, Kanapckuii por, Ka-ne-6o, [lepyanckas opxunes nakoB, @anen, ®apaoHosa co-
Oaxa, [Tukapnuiickmii cianuens, [Inorr-xayna, [ogenko Kanapuo, [oitatep, Ilomsckuii orap, Ilomsckas ToH-
yag, [Tonbckas HU3MHHAS oBUapka, [lonbckas moAransHckas oBuapka, [lomepanckuii mmui, [ToHT-0aeMepckuit
cnianuens, [Tynens, @apdoposas ronuas, [lopryransckuit moaenro, [Mopryransckuit [loiiaTep, [TopTyranpckas
BoJHas cobaka, [Ipaxkckuil kpeicapuk, Ilynens-nointep, Morc, [Tynu, [Tymu, [Tynrcan, [Inpeneiickuit mactud,
[upeneiickas oBuapka, Padeiipy ny Anentexy, Pamkananaiisim, Pammypckas 6opzas, O6naBHast Opasnibckas
roHuas, AHIAITy3CKUi paToHepo, Pat-tepbep, Kpacuwii kynxaynn, Ponesmiickuit pumkbek, Porseitnep, Pyc-
CKUH OXOTHHYMI criaHuenb, Pycckuii To#, Pyccko-eBpomeiickas naiika, J[ek-paccen-tepbep, Bomups cobaka
Capnoca, Ucnanckas ronyvas, Ilepcunckas ouapka, Mpanckas Mazangapanu OBuapka, CaXxanMHCKUN XacKH,
Camoku, Camoen, Cancapu, [llapruranunan, [lanennya, nnnepcreBape, Cxunmepke, Crapoxopsarckast 60p-
3as, Pusenmnaynep, Munuatiopusiit [llnaynep, Hluayuep cpemgnuii, llIeitnapckas ronuas, Manas mBeiuap-
ckas ronyas, JmuaHomépeTHeiii koyuH, Jupxayna, [llotnannckuii Tepeep, CunuxeM-Tepbep, UTanbsackas Ko-
poTtkomepcTHas roHdas, Cubupckas e3moBas cobaka, CepoOckast ronuasi, CepOckas TpexieTHas roHdas, [lap-
neit, lllentu, Cuba-uny, lu-tiy, Cukoky, [llmtonckas oBuapka, bomonka, Cubupckmii xacku, [llenkoBHCTHII
BuHaXayHa, Cunransckas rondas, Ckaiitepeep, Cororn, CroBarkuii gyBad, CoBaInkuii rpyOOIIepCTHBIA CTa-
Bau, CrnoBankuii koroB, CMananackas rondas, Maias rpedeckas cobaka, pimaHackuii MATKOIIEPCTHBIN TIIIIe-
HUYHBIA Tepbep, HOxHOpycckast oBuapka, IOxnas ronuas, Mcnanckuit mactud, Vicmanckas BoasHast cobaka,
Cnunone, Jlykac-teprep, CenGepHap, Manstit Hetodaynanenn, Cradbuxyn, Ctapdopammp oymsrepbep, ['onuas
Credana, ABctpuiickuii Opynacteiii Opakk, Cyccekc-canuens, LIBenckuit manxynn, lIBenckuii BaibXyHI,
IIBeackwuit burns, MenBexbs kaHaackas cobaka Tantas, Tairan, Tamackanckas cobaka, Teanu Py3BenbT Tepb-
ep, Tenomnan, Tentepduna-reprep, Taiickuit 6anrky, Tatickuii pumx6ek, Tuderckuit mactnd, Tuberckuii cra-
Huenb, TubeTckuit Tepbep, TopHbsk, Toca-uny, Ton-Oymnpnor, Toit-DokcTepbep, Toii-Manuectep-Tepbep, Tpu-
unr Krwop, Tpunn-yokep kKyHxayHJ, Tupoiibckas ToHuas, Y ToHaraH, BeHrepckas BbDKJa, BOJBIMHO UTaNbsIHO,
Beiimapanep, Benbii-kopru kapauras, Benbin kopru neMOpox, Yanbsckas oBdapka, BenbII-CriprHrep-CriaHueNb,
Benemrepbep, Bect-xaitnena-yait-reprep, 3anagHocuOupckas naiika, BecTdanbckas TakcooOpaszHas ToHYAS,
Berrepxyn, Yunmer, benbiii anrmiickuii Oynbaor, benas mBeiapckas opdapka, BeHrepckas ®KecTKomepCcTHaS
BeokIa, ['puddon Kopramsca n Mopkmmpcekuit Tepbep. CoracHo HEKOTOPHIM BapHAHTAM OCYIIECTBIEHHS MO-
MYJISILUS BKITIOYAET OJHY WJIM HECKOJIBKO YHCTOKPOBHBIX CO0aK (HampuMep, UMEIOIINX OIWH THII IIOPOJIBI) HIIH
OJIHY WJIM HECKOJIBKO cO0aK CMELIaHHOM Mopojpl (HampuMep, UMEIOMNX HECKOJIBKO TUIOB mopon). CoryiacHo
HEKOTOPBIM BapHaHTaM OCYIIECTBJICHUS IOIYJISIIMS IPEACTAaBIIET CO00H MOy im0 cobaK CMEIaHHON opo-
ne1, umeromux JJHK u3 mo6oro uucna (wampumep, 1, 2, 3,4, 5,6, 7, 8,9, 10 wim 6onee 10) wim KoMOMHAIIH
YHCTOKPOBHBIX COOAK.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS TaINIOTHITMYECKHE JTaHHBIC MOJYYaloT MyTeM o0paboT-
KU TeHOTUIMYIECKUX JaHHBIX MOITYJISIIUN TECTHPYEMBIX MHANBUAYYMOB C MPHMEHEHHEM anropurMa (a3uposa-
HUA ramioTuroB. CorylacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS adrOpPUTM (a3HpOBaHUS TaILUIOTHUIIOB CO-
JEP>KUT anropuT™ (a3supoBaHUS ralIOTUIIOB HA OCHOBE 3TanoHa. COrlIacHO HEKOTOPBIM BapHaHTaM OCYILECTB-
JICHUsI adrOpUTM (Da3MpOBaHUS TAIUIOTUIIOB Ha OCHOBE 3TAallOHA COJECPXKUT MOWUCK HA OCHOBE CKPBITOH MOJIEITH
Mapxkosa. CoriacHO HEKOTOPBIM BapHaHTaM OCYILIECTBICHHUS alrOpUTM (ha3sMpOBaHMS TallIOTHIOB HAa OCHOBE
aTajoHa conepxut anroputMm Eaglel, anroputm Eagle2, anroputm PHASE, anropurm fastPHASE, anroputm
BEAGLE, anmroput™ Findhap, anropurm Impute, anropurm Flmpute, anroputm Alphalmpute, anroputm IM-
PUTE2, amroputm MaCH, amroputm SHAPEIT1, amroputm SHAPEIT2, amroputm SHAPEIT3, anroputm
SHAPEIT4 wnn ux xomOunanuo. CorinacHo HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHS aJITOPUTM (a3UpOBaHUS
TaruIOTHUIIOB CO/ICPXKHT aJrOPUTM (pa3supoBaHUsI FAIUIOTUIIOB HA OCHOBE KOTOPT.

CornacHO HEKOTOPBIM BapHaHTAM OCYIIECTBJIEHUS T€HOTHIUYECKUE AAHHBIE MOMY4YarOT IIyTeM OLEHKU
Oronornyeckux oOpasLoB, B3SITEIX y MOMYJSIIUN TECTUPYEMBIX HHANBUIYyMOB. COTrIIacCHO HEKOTOPBIM BapHaH-
TaM OCYIIECTBJIICHUS OHOJIOTHYECKHEe 00pasibl ColepkaT 00pasibl KPOBH, 0O0pasibl CIIOHBI, 00pa3ibl Ma3KoB,
00pa3Ipl KIETOK min 00pasusl TkaHeid. CormacHo HEKOTOPEIM BapHaHTaM OCYIIECTBJICHHS OLCHKA MpeaycMar-
pHBaET CEKBEHUPOBAHUE OMOIOTMIECKUX 00Pa3II0B MIIH X IIPOU3BOIHBIX.

CornacHO HEKOTOPHIM BapHaHTaM OCYLIECTBICHUS MHOXECTBO I'€HETHYECKHX MapKEpOB COICPKHUT IO
MeHbIel Mepe okosio 500, mo menbpmei Mmepe okoio 1000, mo menbpmei Mepe okoio 2000, Mo MeHbIIEH Mepe
oxoiio 3000, mo mensieit Mepe okoio 4000, mo MensbIieit mepe okosio 5000, mo mensbuiel Mepe okoio 6000, mo
MeHb1Iei Mepe okono 7000, mo mensiiel Mepe okosio 8000, mo menbieit mepe okoso 9000 unu Mo MeHblIeH
Mepe okono 10000 pa3aUYHBIX TEHETUUECKUX MapKepOoB.

CornacHO HEKOTOPBIM BAPHAHTaM OCYILECTBICHHS COMOCTABIEHUE CETMEHTOB TallJIOTUNNYECKUX JAHHBIX,
KOTOPBIE UACHTUYHBI 10 MPOUCXO0XKAEHUIO, IperycMaTpuBaeT npuMmenenue anroputva GERMLINE, anropurma
PLINK, anroputma PREST, anropurma ciydaitnoi npoexunu 11 oonapyxenust IBD (RaPID), anropurma Ob1-
ctporo ooHapyx)enus IBD o6mux ramiorunos (FISHR), ycoBepieHCTBOBAHHOTO aaTrOpUTMa HACHTHYHOCTH 10
npoucxoxaenuto (IBD), anropurma fastIBD, anroputma KING, anroputma HaploScore, anroputma TRUFFLE
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Wi uxX koMOuHaiu. COrTacHO HEKOTOPBIM BapHaHTaM OCYMICCTBICHHS MPEIBAPUTEIHLHO OMPEACICHHBINA MO-
poroBblil pasmep cocTaBiseT okono 100 TeIcsSu map HykneoTHaoB (T.M.H.), okoao 200 T.m.H., okono 300 T.I.H.,
okoJ10 400 T.11.H., okos0 500 1.1m.H., okoa0 600 T.1m.H., okosio 700 T.1m.H., okoa0 800 T.1m.H., okojo 900 T.1m.H. wiIn
okosio 1000 t.m.H. CoriacHO HEKOTOPBIM BapHaHTaM OCYIIECTBJICHUS MPEIBAPUTEIHLHO OMPEISICHHOE YUCIIO
TEHETHUYECKUX MapKepoB cocTaBisieT okojo 30, okoino 40, okosno 50, oxomo 60, okono 70, okono 80, okoso 90
nu okoJio 100 pa3IYHBIX TEHETHISCKUX MapKEPOB.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OJWH WM HECKOJIBKO MPOIIECCOPOB KOMIBIOTEpA IO
OTJENBFHOCTH WJIM BMECTE 3aIIpOTpaMMHUpPOBAHBI Ha AalIbHEHIIEE pa3felieHHe COBIABIINX CETMEHTOB, TAKUM 00-
pa3oM, 4TO JMCKPETHBIC TCHOMHBIC HHTEPBAIBl MHOXKECTBA JUCKPETHBIX TCHOMHBIX HHTCPBAIOB UMCIOT PaBHBII
pa3smep. CorslacHO HEKOTOPBIM BapHUaHTaM OCYIIECTBICHHS OJFH WM HECKOJBKO MPOIECCOPOB KOMITBIOTEPA 110
OTJICIIFHOCTH WJIM BMECTE 3aIpOTPaMMUPOBAHBI Ha JalTbHEHIIICE pa3eliCHHe COBMABIINX CETMEHTOB, TAKAM 00-
pa3oM, 4TO AMCKPETHBIC TEHOMHBIC HHTEPBAJIBl MHOXKECTBA JUCKPETHBIX TCHOMHBIX MHTEPBAIOB UMCIOT BapHa-
OembHBII pa3mep. CoOrmacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHUS BapHaOCIbHEIN pa3Mep JaHHOTO JHUCKPET-
HOTO TCHOMHOTO MHTEPBajla MHOYKECTBA JUCKPETHBIX TEHOMHBIX MHTEPBAJIOB OMPEACISIIOT, II0 MEHBIICH Mepe
YaCTUYHO, HA OCHOBE HAYaJIBHOTO TOJIOKEHUS U KOHEUHOTO MOJIOKEeHUsi coBmajneHuit IBD, mpoxcumManbHbBIX
JAaHHOMY IMCKPETHOMY T€HOMHOMY MHTEPBAITy, INIOTHOCTH T€HOMHBIX MapKepOB B TaHHOM AWCKPETHOM T€HOM-
HOM HMHTEpBaje, MaKCHMAIbHOTO YHCIa MApKEPOB UL JAHHOTO THUCKPETHOIO T€HOMHOI'O MHTEpBaja, MaKCH-
MaJIbHOW JTHHBI TAHHOTO TUCKPETHOI'O TEHOMHOTO WHTEPBAJIa MIIH HX KOMOMHAITUH.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OJWH WM HECKOJBKO TMPOIIECCOPOB KOMIBIOTEpA IO
OTJENBFHOCTH MIJIM BMECTE 3allpOrpPaMMHPOBAHBI Ha JAJbHEHIIYIO OIIEHKY Ka)KIOTO MHOKECTBA JIUCKPETHBIX Te-
HOMHBIX MHTCPBAJIOB Ha OCHOBE (i) CTEIICHH COBMAJCHHS MO TOMO3UIOTHOCTH JUCKPETHOTO T€HOMHOTO HHTEp-
BaJIa y MEPBOTO UHIUBUAYYMA WA BTOPOTO MHIUBUAYyyMa U (il) CTENICHH MOMAPHOTO COBIAJICHUS TUCKPETHOTO
TCHOMHOTO WHTEPBaJIa MEXy TICPBBIM HHIUBUIYYMOM H BTOPBIM WHIUBUIYYMOM, C ITOJYYCHHEM TaKUM 0Opa-
30M MHOXKECTBA OIICHOK COBIIAJICHHS 10 TOMO3HTOTHOCTH W MHOXECTBa OIICHOK IMOmapHOro cosmajicHus. Co-
TJIACHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHHUS OJWMH MM HECKOJBKO MPOIECCOPOB KOMIBIOTEPA MO OTACIBHO-
CTH WJIM BMECTE 3alporpaMMHUPOBAHBI Ha JANBHEHITYI0 KOPPEKTHPOBKY MHOKECTBA OIIEHOK ITOTIAPHOTO COBIIA-
JICHHUS HAa OCHOBE COTJIACOBAaHHOCTH JAHHOM OIEHKH ITONApHOT'O COBIAJCHUS C COOTBETCTBYIOIIEH OIEHKON COB-
MaJICHUS 1T0 TOMO3UTOTHOCTH, C TOIydeHHEM TaKHM 00pa30M MHOXKECTBAa CKOPPEKTHPOBAHHBIX OLEHOK MOIap-
HOTO COBITAJICHUS.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OJWH WM HECKOJBKO MPOIIECCOPOB KOMIBIOTEpA IO
OTJENBPHOCTH WJIM BMECTE 3alpOrpaMMHpPOBAHBI Ha JalbHEHIIEE NMPHCBOCHHE MHOJKECTBA BECOB MHOMKECTBY
JIUCKPETHBIX TCHOMHBIX WHTEPBAJIOB, HA OCHOBE MHOXKECTBA COCTOSHHU WICHTHYHOCTH IUIS IBYX aJuleied y
JIBYX JUIUIOUIHBIX WHIUBHIYYMOB. COTIACHO HEKOTOPHIM BapHUaHTaM OCYIICCTBICHUS MHOXECTBO COCTOSHHIMA
UICHTUYHOCTHU COJICPKHUT COCTOSHHS HICHTHIHOCTH, BEIOPAHHBIC M3 TAOJHIBI, 1 MHOKECTBO BECOB IPHUCBAMBA-
10T HA OCHOBE MHOKECTBA BKJIAJI0B B POJICTBO Iyy, KaK IMepeuncieHo B Tabaune. CornacHo HEKOTOPBIM BapUaH-
TaM OCYIIECTBICHHS CTCIICHb POJCTBEHHOI'O OTHOIICHUS COACPKUT KOIDOUIMEHT POJCTBEHHOTO OTHOIICHHUS.
CoriacHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS OJWH WIH HECKOJBKO MPOIIECCOPOB KOMITBIOTEPA MO OT/ACHb-
HOCTH FJIM BMECTE 3allpOrPaMMHpPOBaHBI Ha JajbHEHIIee BBIYUCICHHE B3BEIICHHON CYMMBI IUII MHOXECTBa
JIUCKPETHBIX TEHOMHBIX WHTEPBAJIOB COBIIABIIEIO CETMEHTA, T/I¢ B3BEIICHHAS CyMMa BBIPaKCHA ITOCPEICTBOM:
__ AL +A7+(0,75x A3) + (0,5 x 48)

Ty -
CornacHo HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHS CTENCHb POJCTBEHHOIO OTHOIICHUS COINCPXKHT KOd(]-
¢umuent poxcrsa. CoriaacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS OAUH MM HECKOJBKO IPOIECCOPOB KOM-
IBIOTEPA 110 OTAEIBFHOCTH MM BMECTE 3alporpaMMHpPOBaHbI Ha JajbHEHIIee BEIUNCICHNE B3BEIICHHOW CYyMMBI
JUISt MHOXKECTBA JMCKPETHBIX TEHOMHBIX MHTEPBAJIOB COBIABIIETO CETMEHTA, TJIe B3BCIICHHAS CyMMa BhIpa)KCHA
_ A1+(0,5% (43 + 47)) + (0,25 x 48)
nocpeacTeom: Y L '

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHHS OIIEHKA CTEHECHH POJICTBEHHOTO OTHOLICHUS MEXITy
MEPBBIM MHIMBAAYYMOM U BTOPHIM HHIMBHIYYMOM IIPEAYyCMAaTPUBAET OIIPEACICHUE CTeIeHH HHOPHUIMHTA Tep-
BOTO MHAMBHAYYyMa WM BTOPOro MHAMBHIyyMa. COITIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHUS OLICHKA
CTEIIeHH POJCTBEHHOI'O OTHOLICHHS MEXIy IIEPBBIM HHIMBUIYYMOM M BTOPBIM HHAMBHIYYMOM IIpeIyCMaTpH-
BaeT ONPEAeIICHHE CTCIICHH WHOPUIMHTA IIEPBOI0 MHIMBHAYYMa M BTOPOro MHIMBHAYyyMa. COrJIacHO HEKOTO-
PBIM BapHaHTaM OCYILIECTBICHHS OJWH MM HECKOJBKO IPOLECCOPOB KOMIIBIOTEPA IO OTACIBHOCTH MIIM BMECTE
3aIpOrpaMMHUpPOBaHbl Ha JajbHeWIee onpeeeHre CeMEHHON B3auMOCBSI3H MEXAY IIEPBBIM HHIMBUIYYMOM U
BTOPBIM MHIMBHIYyMOM Ha OCHOBE, II0 MEHBIIECH Mepe YaCTHYHO, CTEIIEHH HHOPUAMHTA IEPBOTO MHANBUIYYMa
¥ BTOpOro nHAuBHIyyMa. CorllacHO HEKOTOPBIM BapHaHTaM OCYILIECCTBIICHHS CeMEHHasl B3aUMOCBSI3b TIPEJICTaB-
JasleT  co0O  B3aMMOCBSI3b  POAWTENb-PEOCHOK, B3aUMOCBSI3b  OpaT-cecTpa, B3aUMOCBS3b  TETS/Iss-
TUIEMSTHHUK/TITIEMSTHHALIA, B3aMMOCBS3b Ha YpPOBHE JBOIOPOJHBIN OpaT/IBOIOpOAHAsI cecTpa, B3aMMOCBS3b Oa-
Oymka/meaymka-BHyK/BHyYKa MM B3aMMOCBS3b Npabalyika/mpaaerynka-npaBHyk/npaBaydka. CornacHo He-
KOTOPBIM BapHaHTaM OCYIIECTBIICHUS ceMeiHasi B3aMMOCBS3b MPHUBEACHA KaK B3aHMOCBSI3b MEXIy Mapoi Jo-
Jeil, TakuM 00pa3oM, YTO CTENICHb POJCTBEHHOTO OTHOIICHHUS MEXKAY MEPBBHIM HHIMBUAYYMOM M BTOPBIM HHIH-
BUYYMOM COIIOCTaBMMa CO CTETICHBIO POACTBEHHOTO OTHOLICHHS, 0KUIaeMOI Mexay mapoi yonei. CoriaacHo
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HEKOTOPBIM BapHaHTaM OCYIICCTBICHHS B3aMMOCBS3b MPEICTABISCT COOOW B3aUMOCBS3b POJHUTEIBb-PEOCHOK,
B3aUMOCBSI3b OpaT-cecTpa, B3aUMOCBS3b TETS/ASNA-IICMSHHUK/TUIEMSHHIIA, B3aUMOCBSI3b Ha YPOBHE JBOIO-
POIHBIN OpaT/ABOIOPOAHAS CECTPA, B3AaMMOCBS3h 0adyIIIKa/eayIKa-BHYK/BHyYKa WIIM B3aUMOCBSI3b TpadaldyI-
Ka/TipazieNyIKa-npaBHyK/IpaBHYyYKa.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OJWH WM HECKOJBKO MPOIIECCOPOB KOMIBIOTEpA IO
OTIENBFHOCTH WM BMECTE 3alIpOrpaMMHPOBAHBI Ha JTaNbHEHIIee onpeaescHre OKUIAeMO CTeNIeHH HHOPHIMHTa
MOTEHIIMAIHHOTO TTOTOMCTBA IIEPBOTO MHIUBHAYYMa M BTOPOTO HHAMBHIyyMa. COTIIACHO HEKOTOPHIM BapHaH-
TaM OCYILIECTBIICHHS OJUH TN HECKOJBKO MPOIIECCOPOB KOMITBIOTEPA MO OTACITHHOCTH HIIM BMECTE 3aIporpam-
MUPOBAHEI Ha JaJbHEUIIICE ONpeeICHAE PCKOMEHIAIINH, YKa3bIBAIOIICH, CIEAYET JIN CKPEIIUBATh TICPBOTO HH-
JTUBHIyyMa W BTOPOTO MHIUBHIyyMa BMECTC Ha OCHOBE OXKUIACMOW CTENCHH WHOPHIWHra IMOTCHIHUAIBLHOTO
MOTOMCTBA TIEPBOTO MHAWBHUIYyMa U BTOPOTO HHAWBUAYyMa. COTIACHO HEKOTOPHIM BapHAHTaM OCYIICCTBICHHUS
OJIMH W HECKOJBKO MPOIECCOPOB KOMITBIOTEPA MO OTACIBHOCTU WJIM BMECTE 3alpOrpaMMHpPOBAHBI Ha JaJb-
HeIee onpeeicHue PeKOMEHIAINH, YKa3bIBAIOIICH, YTO CICIYeT CKPEIIUBATh MEPBOTO WHAMBHIAYYMAa U BTO-
pOro MHIUBUAYYMa BMECTE, KOTJa OXKHUIacMas CTCIICHb HHOPUANHTA TIOTCHIIMAIILHOTO TIOTOMCTBA MIEPBOTO WH-
IUBHIyyMa W BTOPOTO MHAMBHUIyyMa HE MPEBBIIIACT MPEABAPUTEILHO ONPENEICHHYIO TIOPOTOBYIO CTEIICHb MH-
O6puanara. CorilacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS OJWH WM HECKOJIBKO IPOIIECCOPOB KOMITBIOTEpA
M0 OTAETHHOCTH FJIM BMECTE 3alpOTrpaMMHpPOBAHBI Ha JalbHEWIee OIpenesieHHe PeKOMEHIANH, YKa3bIBalo-
Ie, 9TO HEe CIEeAYeT CKPEIINBATh MEPBOr0 MHANBUAYYyMa W BTOPOTO WHAMBHIYyMa BMECTE, KOT/a OXKHaaeMas
CTeTIeHb MHOPHIMHTA MMOTSHIIHAIFHOTO IOTOMCTBA TIEPBOTO WHAWBUIAYYMa U BTOPOTO MHAUBUAYYMa PEBHIIIACT
TpeIBApUTEIHHO ONPENENeHHYIO MOPOTOBYIO CTereHb MHOpuanHra. COTrjIaCHO HEKOTOPBIM BapHaHTaM OCYIIe-
CTBIICHUS TPEIBAPUTEILHO ONPECICHHAS IOPOrOBasi CTENeHh HHOpUANHTa cocTaBiseT okoo 0,10, okomo 0,15,
okoio 0,20, okxoio 0,25, okoio 0,30, okoio 0,35, okoio 0,40, okoio 0,45 nmm okoio 0,50.

CornacHO HEKOTOPHIM BapHaHTaM OCYIICCTBICHHUS OJWH KM HECKOJBKO MPOIIECCOPOB KOMIIBIOTEpA IO
OTJICIIFHOCTH WJIM BMECTE 3allpOrPaMMHPOBaHBI HA JAIBHEHINCEe TOTYICHUE CONUAIEHON CBSI3M MEXKIY IEPBBHIM
CyOBEKTOM, CBSI3aHHBIM C IIEPBBIM MHAMBHIYYMOM, U BTOPHIM CYOBEKTOM, CBSI3aHHBIM CO BTOPBIM WHIUBUAYY-
MOM, Ha OCHOBE, [0 MEHBIIEH Mepe YaCTUIHO, OLIEHUBAEMOI CTETICHH POJCTBEHHOTO OTHOIICHUS MEXIY Iep-
BBIM MHAWBHIYYMOM W BTOPBIM MHAWBHAYYMOM. COTJIaCHO HEKOTOPHIM BAapHaHTaM OCYIICCTBICHHS COLHAIb-
HYIO CBSI3b IOJYYalOT, KOTJa OLIEHMBAaeMas CTETIEHb POACTBEHHOTO OTHOIICHHS MEXAY IePBBIM HHIWBHIYYMOM
¥ BTOPHIM WHAWBHAYYMOM IIPEBHIIACT IIPEABAPUTEIHHO ONpeeIeHHOe MTOporoBoe 3HaueHune. CormacHo HEKO-
TOPBIM BapHaHTaM OCYIIECTBJICHUS MPEABAPUTEIHHO OIPEACICHHOE MOPOTOBOE 3HAUEHHE COCTABISET OKOJIO
0,00001, oxosmo 0,0001, oxomno 0,001, oxomo 0,01, oxoiso 0,02, oxomno 0,04, oxoso 0,06, okoso 0,08, oxomo 0,1,
okoJo 0,12, oxoino 0,14, oxoxno 0,16, oxomno 0,18, okomo 0,2, okoino 0,25, oxono 0,3, okoio 0,35, okoio 0,4, oxo-
70 0,45 unu okono 0,5. CoriacHO HEKOTOPBIM BapUaHTaM OCYIIECTBIEHUS COLMAIBHYIO CBS3b MOJIYYalOT MO-
CPEIICTBOM CETH COIMANbHBIX ceTeil. COrlacHO HEKOTOPBIM BapHaHTaM OCYIICCTBIICHUS MEPBBIN CyOBEKT SIBIIS-
eTCsI BJIAJCIBIICM TIEPBOr0 MHAMBHIYYMAa B KAYECTBE JOMAIIHETO KHUBOTHOTO, M BTOPOU CyOBEKT SIBIISCTCS BIa-
JIENBIIEM BTOPOTO MHAWBUAYYMa B KQUEeCTBE JOMAIITHETO KUBOTHOTO. COTrJIacCHO HEKOTOPBIM BapHaHTaM OCYIIC-
CTBIICHUS OJIMH M TOT K€ CYOBCKT SBJISCTCS BIAJCIBICM IIEPBOTO HHANBHIYYMA H BTOPOTO UHIUBUAyYMA B Ka-
YecTBE JIOMAITHEro XMBOTHOTO. COTJIaCHO HEKOTOPHIM BAapHAaHTaM OCYIIECTBICHUS MOJIYYCHHE COLHATBHON
CBSI3M MEXIY HEPBBIM CyOBEKTOM M BTOPHIM CYOBEKTOM IpEIyCMaTPUBACT MPEJOCTABICHHE MECTOMOIOKECHHUS
MIEPBOTO CYOBEKTa MITH BTOPOTO CyOhEKTA.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS MOTYyICHUE COLUAIEHON CBA3H MEXIY MEPBBIM CyOBeK-
TOM U BTOPBIM CYOBEKTOM NpEAyCMAaTPHBAET NPEIOCTABICHHE KOMMYHHKAIIMOHHOW CBS3M MEXIY MEPBBIM
CYOBEKTOM U BTOPBIM CYOBEKTOM.

CornacHO HEKOTOPHIM BapHaHTaM OCYIICCTBIICHHUS OJWH KM HECKOJBKO MPOIIECCOPOB KOMIBIOTEpA IO
OTJCIFHOCTH WJIM BMECTE 3allPOrPaMMHPOBAHBI HA TATbHEUIIYIO HACHTU(DUKAIIMIO CECMCHHOW B3aUMOCBS3U ME-
KTy TIEPBBIM UHIUBUAYYMOM M BTOPBIM HHINBUAYYMOM Ha OCHOBE, IO MEHBIIICH Mepe YaCTHYHO, CTCIICHH POJI-
CTBCHHOTO OTHOIIIeHUs. COrIaCHO HEKOTOPHIM BapHaHTaM OCYIICCTBICHUS CEMCIHHAs B3aUMOCBSI3b TPEICTABIIS-
eT co0oii B3aMMOCBSI3b  POIMTENL-PEOCHOK, B3aUMOCBSA3b  OpaT-cecTpa, B3aUMOCBS3b  TCTS/IAAs-
TUIEMSTHHUK/TUIEMSTHHHIIA, B3aMMOCBS3b Ha YPOBHE JBOIOPOJHBIA OpaT/IBOIOpPOIHAS CECTpa, B3aMMOCBS3h Oa-
Oymika/neaynka-BHYK/BHyYKa MM B3aHUMOCBS3h Mpadadymika/mpaneayiika-npaBHyK/mpaBHydka. CoriiacHO He-
KOTOPBIM BapHaHTaM OCYIIECTBICHHS CEMEHHAs B3aWMOCBS3b NPHBEICHA KaK B3aUMOCBS3b MEXIy Mapoi Jio-
JIei, TakuM 00pa3oM, 4TO CTENEHb POJACTBECHHOTO OTHOIICHHUS MEXIY ITEPBBHIM MHIUBUAYYMOM M BTOPBIM HHIH-
BUAYYMOM COIIOCTaBHMa CO CTEIICHBIO POJICTBEHHOTO OTHOIICHHUS, OXKHUIAeMON MEeXy mapoi mozaeil. CormacHo
HEKOTOPBIM BapHaHTaM OCYIICCTBICHHS B3aMMOCBSI3b MPEACTABISIET cOOOM B3aMMOCBSA3b POIHUTENb-PEOCHOK,
B3aMMOCBSI3b OpaT-cecTpa, B3aUMOCBS3b TETS/ASNA-IICMSHHUK/TUIEMSHHHUIA, B3aUMOCBSI3b Ha YPOBHE JBOIO-
POIHEINA OpaT/IBOIOPOAHAS CECTPa, B3aUMOCBS3b 0a0yIIKa/neayIIKa-BHYK/BHYUKa WIIM B3aUMOCBSI3b Npabalym-
Ka/Tpajie IyIIKa-IpaBHyK/IIpaBHyYKa.

CornacHO HEKOTOPHIM BapHaHTaM OCYIICCTBICHHUS OJWH KM HECKOJBKO MPOIIECCOPOB KOMIIBIOTEpA IO
OTJICIFHOCTH MU BMECTE 3alPOrPaMMHUPOBAHbI Ha JATBHEHITYI0 HACHTU(UKAIUIO IS KaXKIOTO W3 OJHOTO WA
HECKOJBKUX MHIWBHIYYMOB MOMYJIALUU TECTUPYEMBIX HHIMNBHIYYMOB CTaTyca MPUCYTCTBUS, OTCYTCTBHS, PHC-
Ka WJIN HOCHUTENS TeHETHYECKOTO COCTOSIHUS WM COCTOSTHHS 3[0POBbS y MHANBHAYyMa. COTrJIacCHO HEKOTOPBIM
BapHaHTaM OCYIIECTBICHUS TCHETHUECKOE COCTOSIHWE WM COCTOSIHHE 3JIOPOBBS BEIOPAHO M3 TPYIIIBL, COCTOS-
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et u3 Tpombonatuu (RASGRP2 Dk3o0H 8), dedunura nupysatkunaszsl (PKLR Dx30n 7 Bapuant morca), de-
¢unnta dakropa IX, I'emopunnu B (F9 Dx3o0n 7, BapuanT tepoepa), ledunmra mupysatkunassl (PKLR Dk3oH
7 Bapuant burmnst), P2Y 12 Hapymennst Tpom6onntoB perientopoB (P2RY12), Tpombactennu ['mannManHa TH-
na I (ITGA2B 3Ox3on 12), bonesnn ¢on Bumnedpanma tuma II, VWD tuna II (VWF), Anomanuu Meii-
Xerrmuaa (MYH9), Tpombonarnu (RASGRP2 DOk30H 5, Bapuant AMepukaHCKON 3CKUMOCCKOW cobakwm), Jle-
¢dumura dpakropa IX, l'emodunuu B (F9 Dx3on 7, Bapuant Poxeswniickoro pumkoeka), bonesnn ¢pon Buied-
panga tuna [ (VWF), Dmmunrorutosa cobak (SPTB Dx3on 30), Hapymienus aare3un JIEMKOIUTOB COOAK THITA
1T, LAD3 (FERMT3), Jledpuura npokammkpenna (KLKB1 Oxk3o0n 8), bonesan ¢pon Bumnedpanma tuma 111,
VWD Ttuna III (VWF Ox3on 4), lepumura daxropa VIII, I'emopunnn A (F8 DOx3on 10, Bapuant Bokcepa),
Cunnpoma 3axBaueHHBIX HelTpodunos (VPS13B), Jedunura nupysarkunassl (PKLR Dx30n 7 Bapuanr Jla6-
panopa), Tpombomarnu (RASGRP2 Ox3on 5, Bapuanr baccer-xaynna), Jepunura nmupysatkunaszsl (PKLR
Ok30H 5), dedummra paxropa VIII, l'emopumun A (F8 Ox3on 1, Bapuant oBuapku 2), [ledunura dakropa VII
(F7 Dx30m 5), Bpoxnennoit makporpombonurornennn (TUBB1 DOx3on 1, Bapuant KaBanep KuHr-apib3-
cnianuenst), Jlurneosnoro memopanura, LM (PLG), depuunra nupysatkunassl (PKLR Ok3on 10), dedunnra
(daxropa VIII, I'emodpmmmu A (F8 Dx30n 11, Bapuant opuapku 1), JIpyrux cucrem, AyTOBOCHAIUTEIHHOTO 3a-
6onesanus mapres, SPAID, Jluxopanku mapness (MTBP), AyrocoMHO-pernieccCuBHONM AucIuia3un 3manu, Ha-
CJIEICTBEHHOM THUTIOIUIa3uy dMaid 3y0a (BapwaHT uTanbssHCKOW NeBpeTkH), CHHIpOMa MEPCUCTCHIINN MIOJUIe-
poBBIX mpoTokoB, PMDS (AMHR?2), Bectubymnsipaoro cuaapoma u Tayxotel JJodepmano, DVDob, DINGS,
Hapymenwnii tnas, [Iporpeccupyromeii arpodpun cerdatku, crd2 (IQCB1), IlepBuaHoro BhIBHXa XpycTalnKa
(ADAMTS17), I'maykombl IEpBUIHON OTKPBITOYTONBHON TiaykoMbel (ADAMTS17 Dx30H 2), [Iporpeccupyro-
meit arpopun ceryatk, crdl (PDE6B), Iporpeccupytomeii atpodun ceruatku, rcdl ITanouko-koHycHOH awuc-
wrasud, redl (PDE6B Ox3on 21 Bapuant Mpnannckoro kpacHoro cerrepa), AHoManuu ri1a3 Komnwm, ['nnoruia-
3un cocymucroir obonouxu rnasa, CEA (NHEJ1), IIporpeccupyromieii arpodun ceruarku (SAG), Axpomaror-
cun (CNGA3 DOx3on 7 Bapuant Hemeukoi oBuapku), MynbsTudokansHOH peruHonatnu cobak cmr2 (BESTI
Ok30H 5), ['MaykoMbl epBUYHON OTKPHITOYroibHOH riaykomel (ADAMTS17 Dx3on 11), IIporpeccupyromeit
atpoduu cetyaTtku, prcd [IporpeccuBHOMN nereHepauy manodko-koooukoBoro otpeska (PRCD Ok3on 1), Ha-
CJIEICTBEHHBIX KaTapakT, Panaux kartapakt, FOHomeckux karapakt (HSF4 Dk3on 9 BapuanT oBuapku), AyTo-
COMHO-JIOMUHAHTHOH mporpeccupyromei atpodun cetdatkn (RHO), MynbTrHhOKaTbHONW pETHHOMATHN COOAK
cmr3 (BEST1 3x3on 10 SNP), Axpomaronicun (CNGA3 Dx30H 7 Bapuant nmabpanopa-perpusepa), MyiabTudo-
kanmpHOU petrHONaTHH cobak cmrl (BEST1 Dx3on 2), [Iporpeccupyromieit arpodun cetdarkw, rcd3 Ilamouko-
koHycHOl nmucrurazuu, rcd3 (PDE6A), Iporpeccupytomieit arpodun cetdatkn (CNGB1), IIporpeccupyromeit
atpo¢um cerdyatku 3omnorucroro perpusepa 2, GR-PRA2 (TTCS), Ilporpeccupytomeii atpoduu ceTyarky,
CNGA (CNGAI1 D3x30H 9), Ilporpeccupyromeit atpoduu ceryatkud 3oyoTucToro perpueepa 1, GR-PRAI
(SLC4A3), IIporpeccupyromieit arpodun ceruarku - crd4/cordl (RPGRIP1), BpoxxaeHHOW cTanMOHAPHOH Ky-
punoii cieniotsl (RPE65), Tuctpoduu porosunst ®epa, MCD (CHST6), I maykoMbl IepBUYHON OTKPHITOYTOIIb-
HoH rimaykomsl (ADAMTS10 Ox3o0u 9), MynbsTudokansaoi perrnHonatnn cobak cmr3 (BEST1 Ok3on 10 dee-
1), ['TayKkoMsl IepBUYHON OTKpPHITOYronbHOU rinaykombl (ADAMTS10 Ok3on 17), MbleuHbIX HapyIICHHH,
Hentposinepuoit muonaruu (PTPLA), bone3an Tomcena (CLCN1 Dx3on 7), HacneacTBeHHONW MUOTATHN JaT-
ckoro nmora (BIN1), Bonesnu Tomcena (CLCN1 Dx3on 23), Memmeunoit quctpodun (DMD BapuaHT Bembin
Kopru meMOpok), BeizBanHOTO (hrsmueckoit Harpy3koi koutarica (DNM1), Mermeunoit auctpoduu (DMD Ba-
pHAHT 30JI0TUCTOTO peTpuBepa), Jeduuura muoctatnn, Cuaapoma bymmu-yunmera (MSTN), MuoTyOynspHOM
muonatuu 1, CBs3aHHON ¢ X-XpOMOCOMOH MHOTYOysipHON Muonatuu, XL-MTM (MTM1, Bapuant Jlabpano-
pa), Memueunoii aucrpopun (Bapuant Kaanep kuHr-uapib3-cranuens 1), MyabTHCHCTEMHBIX HapyIICHHH,
[epBuuHoit nmmapHoit qucknnesnn, PCD (CCDC39 Dxk3on 3), GM1 INanrmmosunosa (GLB1 Dx3oH 2), Cun-
npoma ['ypraepa tuma IIIA, bonesun Candwmunmo tuna A, MPS IIIA (SGSH DOx3o0n 6 Bapuanr 1), [Iprodpe-
TEHHOTO HEeBpOHaJIbHOro Lepoua-munodycnunoza (ATP13A2), GM1 INanrmmosunosa (GLB1 Dk3on 15 Cuba-
uny Bapuanr), HeBponansnoro nuepoung-nmunodycuunosa 2, NCL 2 (TPP1 Ok3on 4), Cunapoma ['yprnepa tuna
VII, Cunnpoma Cnast, MPS VII (GUSB Dx3o0H 3), ®yko3unosa codak (FUCAL), GM1 I'anrnmnosunosa (GLB1
OKk30H 15 AmsickuHckuii xacku Bapmant), bonesnn nakomnenus Jlarorro (ATG4D), BpoxkaenHoro keparo-
KOHBIOHKTHBHTAa CHKKa ¥ MXTHO3U(OPMHOTO nepmaro3a, CHHApoMa Kypd4aBol mIepcTH u cyxoro riaza, CKC-
SID (FAMS83H 3x30H 5), ['mukorenoBoit 6one3nu tuna VII, Jledpummura dpocdorekcoknnaspl, Jedumura PFK
(PFKM VYwunmner u AHMIHIACKUN CIpUHTEp-Ccriannens Bapuanr), I mukorenoBoit 6ose3an tuma [A, bonesnn ['up-
ke, GSD IA (G6PC), I'nuxorenoBoti 6oe3nu tama VII, Jedurura dochorekcoknnassl, Jlepunura PFK (PFKM
Baxrensxynn Bapuant), HeBponansHoro nepoun-numnodycuunosa 1, NCL 1 (CLN5 Bopaep-komm Bapuant),
HesponansHoro nepouna-munodycuunosa 1, Mo3xeukoBoit arakcuu, NCL-A (ARSG Dk30H 2), HeBpoHansHOTO
nepoua-nmunodycunHoza 6, NCL 6 (CLN6 DOk3on 7), Cunapoma I'ypnepa tuna I, MPS 1 (IDUA), [Touyeunoit
IIUCTaJICHOKApIIMHOMBI M Yy3i10Boro aepmarto¢pubposa, RCND (FLCN Dx3on 7), HeBponamsHOro mepoun-
munodycimaosa 10, NCL 10 (CTSD 3x3o0H 5), I'mobounHo-kiaeTouno neiikoauctpodun, bomesnn Kpadoe
(GALC DOx3on 5), I'mukorenoBoit Oonesnn tmma IIIA, GSD IIIA (AGL), HeBpoHnanbHOro 1uepoum-
manodycuunao3a (MFSDS8), GM2 T'anrimmosunosa (HEXB, Ilymens Bapuanr), CeszanHoit ¢ X xpomocomoi
BPOXKICHHON DKTOMCPMAITBHON AHCIIIa3uu, AHTHAPOTHIECKOH dkToaepManbHoi nuctuasun (EDA HMuTpoH 8),
Hesponansnoro nepoun-nmunodycunno3a (CLN8 Apctpanmiickas oByapka Bapuant), HeBpoHanpHOTO TIepOUI-
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manodycuuno3a 8, NCL 8 (CLN8 Axrnmiickuii cerrep Bapuant), HeBponansHoro nepona-nmunodycuunosa 1,
NCL 1 (PPT1 Dx3o0n 8), HeBponansaoro nepoung-munogycrunosa (CLNS Bapuant 3omotucroro perpusepa),
Cungpoma I'yprepa tuna VII, Cuaapoma Cias, MPS VII (GUSB Dk30H 5), I'mukoreHoBoi 6one3nn tuma 11,
Bbonesnu [Momne, GSDII (GAA), GM2 T'anrmmosunosza (HEXA), Cuaapoma I'ypiepa tuna IITA, bomesan Can-
¢umummo tuma A, MPS TIIA (SGSH Dx30nH 6 Bapuanr 2), 3a6oneBaHnii KOKH U COSAUHUTEILHOW TKaHU, MX-
tno3a (PNPLAL1), HUxrtno3a (SLC27A4), Huctpoduueckoro OymiesHoro smuaepmosa (COL7Al), UxTHosa,
OmuaepmonurTrdeckoro nxtrosa (KRT10), Oxroxepmanbaoit quctuiazun, Cuaapoma xpynkoctu koxu (PKP1),
NxTtnoza (NIPAL4), Cuaapoma Mycnagunaa-Jlroke (ADAMTSL2), O4aroBoii HEAMUAECPMOIUTHISCKON J1aI0H-
HO-TIOJIOLIIBEHHOH KepartonepmuH, Bpoxxaennoi maxuonuxun (KRT16), HacinencrBenHoro mapakeparosza Hoca
(SUV39H2), HacneactBennoro runepkepatosa noaymedek jgan (FAMS3G), Hapyiienuii ronoBHoro u CiuHHO-
ro Mosra, FOBennnpHO# nonmuelponaTuy, [lomuaeBponatun teondeprepos 1, LPN1 (LPN1, ARHGEF10), Ha-
pyuieHus Tpoduku Mo3xeuka, HeoHaransHO# nereHepannu kopsl Mo3keuka, NCCD (SPTBN2), Hapkonencun
(HCRTR2 Hnrpon 6), L-2-I'unpoxcurnyrapukanuaypun, L2ZHGA (L2HGDH), I'y6uatoii nerenepaunu ¢ Mo3-
xeukoBor arakcueit 2, SDCA2 (ATP1B2), IIporpeccupytomeii HelipoHaapHOW abnoTpodun, MHOKeCTBEHHOH
cuctemHoi aerenepanuu codbak, CMSD (SERACI1 Dk30H 15), HeoHnaTanpHOW HEHpOAKCOHATHLHOW TUCTPOGUU
mioga (MFN2), HeonatansHoit sH1edanonatuu ¢ cynoporamu, NEWS (ATF2), JloOpokadecTBeHHOH ceMEeHHOH
IOBEHWJIbHOM d1ryiernicun, Pemurtupytomieit poxansraoi smmnencun (LGI2), FOBeHnnpHOTO mapannya TopTaHd U
nonmHedponaTuy, I[lomwHEBpoNaTHH C TJIA3HBIMH aHOMAJIWSAMH W BakyoJm3zamued HelipoHoB, POANV
(RAB3GAP1, Potseiinep Bapuant), [Iporpeccupytromeii HeiipoHambHOW abnoTpoduu, MHOKECTBEHHOUW CHC-
teMHO# nereneparuu codbak, CMSD (SERAC1 3k3omu 4), Mo3xeukoBoil aTtakcuu, [Iporpeccupyromieit paHaen
Mo3xeukoBoil arakcuu (SEL1L), HacnencTBeHHON ceHCOpHO-BereTaTuBHOM Heliponatun, CUHAPOMa aKpallbHO-
ro yBeubsi, AMS (GDNF-AS), Cunapoma tpscymierocs menka, ['eHepaqn30BaHHOTO CHHAPOMa TPEMOpa, CBS-
3anHoro ¢ X-xpomocomoii (PLP), I'mmomuenuumszanuu u tpemopa (FNIP2), CnimHOMO3XE4YKOBOW aTakcwwy,
Arakcun ¢ mo3gauM HavanoM, LoSCA (CAPN1), [HomureBponatun, NDRGI1 I'peiixaynn Bapuant (NDRG1
Ox30H 15), ITonuneBponarun, NDRG1 Ansacka-manamyT Bapuant (NDRG1 Dx30H 4), Mo3:xe4ukoBoiil runomnmia-
3un (VLDLR), I'y6uaroit nerenepanmm ¢ mo3xkeukoBoil artakcuedr 1, SDCA1, SeSAME/EAST cunapoma
(KCNIJ10), CnimHOMO3XEeUKOBOK aTakcuu ¢ Muokumuerd n/unu cymoporamu (KCNJ10), Dunedanonatun As-
CKMHCKOTO Xackd, bonesnu Jlm momoctporo teueHust (SLCI19A3), J[lerenepatuBHOW Mwuenomnatuu, DM
(SOD1A), bonesnn Anekcannepa (GFAP), mapymenuit cepaua, unsranmonHol kapauomuomnatuu, DCM1
(PDK4), Cungpoma ymmuaenuss ot umaHTepBania QT (KCNQI1), HunsaranuonHoi kapauomuomnatuu, DCM2
(TTN), napymenuii ckeneta, HacmenctBenHoro ButamuH-D-pesuctentaoro paxura (VDR), HezaBeprieHHOTO
ocreoreHesa, XpycransHoit 6ome3nu (COL1A1), HezaBepiennoro ocreorenesa, XpycraisHoit 6one3snu (SER-
PINH1), Xonapoauctpodun u 3adoieBaHUsl MEKIO3BOHKOBBIX nuckoB, CDDY/IVDD, Tuna I IVDD (FGF4
petporen - CFA12), He3aBepmennoro octeorenesa, XpycraipHoit 0osesnn (COL1A2), KpannomanauOymsp-
HoH ocreonatin, CMO (SLC37A2), ducmazum ckenera 2, SD2 (COL11A2), PaciennHsl ryOsl u/nim paciie-
muael HeOa (ADAMTS20), Oxyno-mucmnasum ckeneta 1, KapnmkoBoctu-aucmnasum  cetdatku, OSDI1
(COL9A3, Jlabpamop-perpuBep), Ocreoxonaponucmnasuu, Kapmukopoctu ckenera (SLC13Al), merabonmye-
CKHX HapylieHwi, 3nokadecTBeHHoU runeprepmun (RYR1), 'nnokaranasuu, Axkaranazemun (CAT), edumnmra
nupyBataeruaporenaza (PDP1), Hapymenuii mouek u MOY€BOTO My3bIpsi, [ HIIepypHUKO3YpHH W TUIIEPYPUKEMUN
i ModekameHnHo# 6one3nn, HUU (SLC2A9), ITonukucro3Hoi 6one3nu mouek, PKD (PKD1), HedponaTtuu ¢
notepeit 6enka, PLN (NPHS1), Iuctunypun Tuma I1-A (SLC3A1), TlepBuunoii runepokcanypuu (AGXT),
Huctuaypun Tuma I-A (SLC3A1), AyrocoMHO-perieccHBHON HacenCcTBeHHOW Hedpomatun, HacnencTBeHHOM
Hedponarun, ARHN (COL4A4 Dx30H 3), CBsazaHHOI ¢ X-XpoMocoMoii HaciencTBeHHOH Hedponaruei, XLHN
(COL4A5 3xk3on 35, Camoen Bapmant 2), Huctunypun Tuna 1I-B (SLC7A9), MouekameHHOH OOie3HH, CBS-
3aHHOI1 ¢ 2,8-murunpoxcuaneHuaoM, 2,8-DHA Yponurunasza (APRT), HefipoMbIeYHbIX HapyIIEHUH.

Cunnpoma smmzonnueckoro mnangenusi (BCAN), Bpoxnennoro mmactenmueckoro cuaapoma (COLQ),
Bpoxnennoro muactenuueckoro cuaapoma (CHAT), Hapymenuit nmmyHHON cuctemsl, Tspkenoro KoMOUHH-
poBanHoro nMmyHnoaedumura (RAG1), CBszaHHOTO ¢ X-XpOMOCOMOM TSXKEIOro KOMOMHUPOBAHHOTO UMMYHO-
nepuruta (IL2RG Bapuanr 1), Tsokenoro komObuanpoannoro nmmyHoneduiuta (PRKDC), CeszanHoro ¢ X-
XpPOMOCOMO# Tspkenmoro komobuHupoBanHoro ummynoaepuuta (IL2ZRG Bapuant 2), Jlepunura komriemenTa
3, Hedpummra C3 (C3), KenynouHo-kumednbx Hapymennid, Cuaapoma MMepcnyna-I'pecoeka, CenekTuBHON
Manpabcopbrun kobamammaa (CUBN Dx3on 53), Cuaapoma MmepcnyHn-I'pecOeka, CenexkTUBHOW Mabhad-
cop6mu kobanamuuaa (CUBN Dx3on 8), Knuanueckux Hapymenuir, MDR1 UyBCTBUTENILHOCTH K JIEKapCTBEH-
HoMmy cpenctBy (MDRI1), AktuBHOocTH ananmHaMuHOTpaHchepassl (GPT), [opMoHanbHBIX HApYIIEHUH U BPOK-
nenHoro runorupeosa (TPO, Tenrepduna-repsep Bapuanr). CorimacHo HEKOTOPBIM BapHaHTaM OCYIIECTBIICHUS
pHUCK Bh(arkaeTcsi KaKk BEpPOSTHOCTh WM OTHOCHUTEIBHBI PUCK HAJMYUs y WHIWBHAYYMa I'€HETHYECKOTO CO-
CTOSIHMSI WJIM COCTOSIHUS 3/10pOBBsi. COTJIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS OTHOCHTEIBHBIH PHCK
NPE/ICTaBIsIET COOOH YHMCIIOBOE 3HAUEHHE (HAIlpUMep, OTHOIICHHE OTHOCUTEIBHON YacTOTHI) WIIM KaTETOpHaIIb-
HOe 3HaueHue (Harpumep, "B Tpynre pucka', "He B rpymnne pucka" mwin "orcyrcTByeT puck'). CoriacHo HeKo-
TOPBIM BapHaHTaM OCYIIECTBICHHS CTaTyC HOCUTENS Bb(akaeTcsl Kak MOJIOKUTEIHHOE WIIN OTPULATEIBHOE yKa-
3aHHUE Ha TO, YTO MHAUBHUIYYM SIBJISICTCS HOCUTENIEM T'€HETHYECKOTO COCTOSHHS I COCTOSHUS 37J0POBbS.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS OJUH WM HECKOJIBKO MPOLIECCOPOB KOMITBIOTEpPA IIO

-14 -



046341

OTJICIFHOCTH HIIK BMECTE 3alpOrpaMMHUPOBAHEI HA TOTIOJHUTEIHHYIO UICHTU(DUKAIMIO IS KaXIOTO U3 OJTHOTO
WIA HECKOJNIBKUX WHIUBHIYYMOB TOIMYJISIIMH TECTUPYEMBIX WHAUBUAYYMOB OJHOM WJIM HECKONBKHX TOPOJ CO-
6ax y maauBHayymMa. CorflacCHO HEKOTOPBIM BapHMaHTaM OCYIIECTBICHHWS ONWH WM HECKOJBKO IPOILIECCOPOB
KOMIIBIOTEpA 0 OTACIHHOCTH WM BMECTE 3alpOrpaMMHpPOBAHBI HA JOMOJHHUTEIBHYIO HICHTH()HUKALINIO IS
Ka)XIIOTO M3 OJTHOTO FUTH HECKOJBKUX WHAWBHIYYMOB IOIYJIIIUN TECTUPYEMBIX HHIAUBUAYYMOB OJHON WM HE-
CKOJIBKUX JOJICH OHOM MIIM HECKOJBKUX MOPoJ cobak nHANBHAYyMa. COrTacHO HEKOTOPHIM BapHaHTaM OCYIIe-
CTBJICHUS OAWH WJIM HECKOJIBKO MPOIIECCOPOB KOMIBIOTEPA IO OTAEIHHOCTH WIIM BMECTE 3allpOrPaMMHPOBAHBI
Ha JanbHeimee co3JaHne TeHealoTHIecKoro IpeBa MHOXKECTBA MHIUBUAYYMOB IOIYJIALNNN TECTUPYEMBIX HH-
JTUBUIYYyMOB. COTJIaCHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS OJUH FIIHM HECKOJBKO MPOIECCOPOB KOMIIBIO-
Tepa Mo OTIEIEHOCTH WIIM BMECTE 3allPOrPaMMHPOBAHBI HA JOTIOJTHUATEILHYIO HICHTU(GUKAIIIO IS KaXKI0TO U3
OJTHOTO WJIM HECKOJIbKAX WHIUBUAYYMOB HOMYJSIMHA TECTHPYEMBIX WHIUBUAYYMOB HPUCYTCTBHS, OTCYTCTBHUS
WK pUcKa (PCHOTHIA WM TPU3HAKa y HHIUBHIyyMa. COrIacHO HEKOTOPEIM BapUaHTaM OCYIIECTBICHUS (heHO-
TUI WIA MPHU3HAK BHIOUPAIOT W3 TPYIIIBI, COCTOSIICH M3: OCHOBHOTO IIBETA MICPCTH (HAMPHUMEpP, TEMHOU WIIH
CBETJION MICPCTH, IIBETa MUTMEHTA U pa30aBICHHS IIBETa), MOAU(DUKATOPOB OKPACKH IIECPCTH (HAIIPUMEP, CKPBI-
TOTO PHUCYHKa, pUCYHKa Tejla M PUCYHKAa MOpJBI), TIPU3HAKOB IIEPCTH (HAIpUMEp, OKpacKa, UIMHA IIEpCTH,
JUHBKA, TEKCTypa MIEPCTH, OTCYTCTBHE mepcTH (THm MekCHKaHCKOM Tool cobaku "kcoyo'"), OTCYTCTBUE IIep-
ctu (tTrm Tepbepa), u amLOMHN3M), TPU3HAKOB Tella (HalmpuMep, JUIMHA MOPIBI, ITTHHA XBOCTa, KOT'TH HA 3aHUX
Jamax, MycKyJaTypa ¥ 00beM CITMHBI, I[BET TJIa3), pa3Mepa Tena (HampuMmep, MEHBIIHH, CPETHUN U KPYITHBIH ),
TIOBEICHUS (HampuMep, aaanTanus K BICOTE), TCHETHIECKOTO pa3HooOpas3us (HalpuMep, cTereHb HHOPUIMHTA
1 pa3HOOOpa3ne UMMYHHOTO OTBETA).

CornacHO HEKOTOPHIM BapHaHTaM OCYIICCTBICHHUS OJWH KM HECKOJBKO MPOIIECCOPOB KOMIIBIOTEpA IO
OTJICIFHOCTH HJIM BMECTE 3alpOrpaMMHUPOBAHEI HA JaJbHEHIIIEE CO3IaHie 0TYCTa, B KOTOPOM YKa3aHO OJTHO WU
HECKOJIBKO U3: CTETICHU POACTBEHHOTO OTHOIICHUS, CEMEHHON B3aUMOCBSI3H, CTaTyCa MPUCYTCTBUS, OTCYTCTBUS,
PHUCKa WTH HOCHUTENSI TCHETUYECKOTO COCTOSHIUS MM COCTOSHHS 3OPOBbBSI, OJTHOW WJIM HECKOJIBKUX MOPOJ] CO-
0aK, OHOIM WIIM HECKOJBKUX JOJICH OJHON WIIM HECKOJIBKUX MOPOJ COOaK, TCHEATOTHISCKOTO JpeBa, CTaTyca
MIPUCYTCTBHSL, OTCYTCTBUS, PHCKA WIIM HOCUTEN (PEHOTHIIA MITH MIPU3HAKA U JIFO00H X KOMOMHAIINH.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS OJWH WM HECKOJBKO MPOIIECCOPOB KOMIBIOTEpA IO
OTJENFHOCTH WIM BMECTE 3allpOrpaMMHPOBAHBI Ha JATBFHEHITYIO TIepeaady OT4eTa BETepHHADY.

CornacHO JpyroMmy aclekTy HacTosIlee H300pETeHHEe OTHOCUTCS K PHEPrOHE3aBHCUMOMY MAIIWHOYHTAC-
MOMY HOCHTEIIO, COACpPKAIIEMy BBITOTHACMYIO KOMITBIOTEPOM IIPOTpaMMy, KOTOpasi IPH BEITIOTHEHUHN OJHUM
WITA HECKOJIBKAMH TPOIIECCOPAMH KOMIBIOTEPA BBIITOIHSAET CIIOCOO OIEHKH CTEIICHH POJCTBEHHOTO OTHOIICHHUS
MEXIy ABYMS WHIVBHIYYMaMH JUTUIOMIHOW TOMYJISAIMH, MPHYEM CIIOCOO TpEeayCMaTpHBAcT: (a) MOTydYCHHE
TaIJIOTUIMYCCKUX JAHHBIX JUIS MOMYJSIUN TECTUPYEMBIX HHIMNBHIYYMOB, IIPHYEM TaIUIOTHITUYCCKUE TaHHBIC
COJIepKAT MHOKECTBO TCHETUICCKUX MAPKEPOB, OOIIUX JIIs TOMYJISIIMHA TSCTHPYEMBIX HHIUBUAYYMOB, (b) pas-
JICIICHHUE TaIUIOTUITHYECKUX TAaHHBIX HA CETMEHTHI Ha OCHOBE MHOXKECTBA TCHETUYCCKUX MAPKEPOB, (C) IS Kax-
JIOW TIOTYJISAIUN TECTUPYEMBIX HHAUBUIYYMOB: (1) COOCTABIICHIE HA OCHOBE MHOXECTBA TCHETHUCCKUX MapKe-
POB CETMCHTOB TaIUIOTUITUYCCKUX TAHHBIX, KOTOPHIC HICHTUYHEI 110 TIPOUCXOXKICHHUIO, MEXy MTEPBHIM HHIUBH-
IYyMOM H BTOPBIM HHIMBHIYYMOM CpPEAX TOMYJISIMN TECTUPYEMbIX HHINBHIYYMOB, IpUYeM KaKIBIH M3 COB-
TIABIITMX CETMEHTOB MMEET TEPBHIN pa3Mep, KOTOPBIM MpencTaBisieT coO0i 1Mo MEHBIIEH Mepe MpeaBapruTEIbHO
OTIpeNIeIeHHBIN ITOPOTOBEIN pa3Mep, U COAEPIKUT MO0 MEHBIIEH Mepe MpeIBapUTEILHO ONPEIEICHHOE YUCIIO Te-
HETHYECKUX MapKepoB, (ii) A KaXKIOTO W3 COBIABIIMX CETMEHTOB MEXIY MEPBBIM HHIMBHIYYMOM M BTOPBIM
WHANBUAYYMOM: Pa3[eIeHHe COBIIABIIETO CETMEHTA HA MHOXKECTBO IHCKPETHBIX TEHOMHBIX MHTEPBAJIOB, OICH-
Ky KXJIOTO M3 MHOYKECTBA JUCKPETHBIX TCHOMHBIX HHTEPBAJIIOB Ha OCHOBE (1) CTENICHH COBMAJICHUS 110 TOMO3H-
TOTHOCTH JWCKPETHOTO TCHOMHOTO HMHTEpBAlla y MEPBOTO MHAWBHIYyyMa WM BTOPOTO MHAWBUAyyMa wiau (ii)
CTETICHU TOMAPHOTO COBMAJCHUS JUCKPETHOTO TEHOMHOTO MHTEpBAIa MEXIy IEPBBIM WHAWBHIYYMOM U BTO-
pPHIM UHIUBUAYYMOM, C TOJTYYCHHEM TAaKUM 00pa30M MHOXKECTBA OIICHOK, KOPPEKTHPOBKY MHOXECTBA OLICHOK
Ha OCHOBE COTJIACOBAaHHOCTH MHOXXECTBAa OIICHOK, IOJIydash TaKMM O0pa3oM MHOXKECTBO CKOPPEKTHUPOBAHHBIX
OIICHOK, ¥ MPUCBOCHUE MHOXECTBA BECOB MHOXECTBY JUCKPETHBIX TEHOMHBIX HHTEPBAJIOB HA OCHOBE MHOXKECT-
Ba CKOPPEKTUPOBAHHBIX OICHOK IUCKPETHBIX TEHOMHBIX MHTEPBAIOB, M (iii) BEIYHUCICHHUE B3BEIICHHONH CYMMBI
JUTT MHOXKECTBA JUCKPETHBIX TEHOMHBIX WHTEPBAJIOB COBIIABIIETO CETMEHTAa HA OCHOBE MHOXECTBAa CKOPPEKTH-
POBaHHBIX OIICHOK M1 MHOKECTBA BECOB, U (d) OIIEHKY CTEIeH! POJICTBEHHOTO OTHOIIEHHS MEXTy TIEPBBIM HHIH-
BUAYYMOM U BTOPHIM HHIMBHIYYMOM Ha OCHOBE B3BEIICHHBIX CYMM COBIABIINX CETMEHTOB.

CornacHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS TUILIOWIHAS MOMYIIALINS MPEACTaBIsIeT cO00i momyIs-
U0 MyeKonuTaonux. CorflacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS MOIYIISAIIUS MICKOMUTAIONINX TIpe-
CTaBISACT COOOM MOMYIISAIMIO CEMEHCTBA TICOBBIX, MOMYJISALUIO KOMIAYbUX, TOMYJISIIHMI0 CIOPTHBHBIX JKABOTHBIX
WIH TIOMYJSIHUI0 TPhI3YHOB. COMIaCHO HEKOTOPBIM BapHUAHTAM OCYIICCTBICHHS MOIYJSAIUS MJICKOMUTAFOLINX
MpEeJICTaBIsIeT cOOO0M MOMYJISIIHI0 ceMeicTBa MCOBBIX. COTIACHO HEKOTOPHIM BapHAHTaM OCYIIECCTBIICHUS TIOMY-
JSIIHS CEMEICTBa MCOBBIX MPENCTABISCT cO00H momyssinuto codak. CormacHO HEKOTOPHIM BapHaHTaM OCYIIIECT-
BJICHUS TIOITYJISIHSI MICKOITUTAOIIUX MPEACTABIICT COOOH MOMyISAINI0 KomadbuX. CorTacHO HEKOTOPBIM BapH-
aHTaM OCYIICCTBIICHHS TOMYJISAIMS KOIIAYbHX MPEJICTABISACT cOOO0M MOMyAIui0 KomreK. CoracHO HEKOTOPBIM
BapHaHTaM OCYIIECTBJICHUS MOMYIALNS MJICKOMUTAIONINX MPEICTABISAET COOO0H MOIMYISAINIO CHOPTUBHBIX KH-
BOTHBIX. COTJIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS IMOIYJIALNS CIIOPTHUBHBIX )KMUBOTHBIX IPEACTABISIET
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coboit momynsnuio somaneil. CornacHo HEKOTOPHIM BapHaHTaM OCYIIECCTBIICHHS MOIYJISIIUS COOAK COIEPIKUT
OJTHY WJIM HECKOJIBKO ITOpOJ] COOaK, BRIOPaHHBIX W3 TPYIIIbI, COCTOsIIEH n3: Addennunuep, ApraHckas 6op3as,
Adpukannc, Aumn, Dpaensrepbep, Axdamr, Axkura-uny, bymmu Kyrra, Ucnanckuii anano, Anamnaxckuii Oyib-
Jor, ANSCKHHCKHUN KIM-Kad, AJSCKHHCKUN MajiamyT, AJlaH, AJIOTIEKHC, AJNBIHICKas TakcoOOpa3Has ToHYasd,
AMepuKaHCKass OBYapKa, AMEpUKaHCKas akuTa, AMEpPUKAHCKHA OylIbaor, AMEpHKaHCKUN KOKEp-CIIaHUEIb,
AMepuKaHCKass 3CKUMOCCKas cobaka, AMepUKaHCKUN (HOKCXayHI, AMEPUKAHCKU TOJBIA Tepbep, AMepHKaH-
CKHMiA MacTh(, AMEpPUKAHCKHHA MUTOYIbTEphep, AMepHKaHCKUH cTtadopAmupcKkuil Tepbep, AMEpPUKAaHCKUN
BOJSIHOW CIIaHWENh, AHATONUICKAs oBUapka, AHTIIO-(PppaHITy3cKas Mayias ToH4Yas, ANIMEHIeUIep 36HHEHXYH]I,
ApreHTHHCKUHA 10T, ApPBeXCKUI Opakk, ApbeKcKas roHdas, ApMaHT, ApTya3ckas roHdasi, ABCTpaJIMICKUI
Oysbor, ABCTpanuiickast acTyIbsi cob0aka, ABCTpaIMICKUIT KelH, ABCTpanuiickas oBYapKka, ABCTPaTHHCKUH
IIENKOBHUCTHIN Tephep, ABCTpaJMHCKasi KOPOTKOXBOCTAs ITACTYIIbsI co0aka, ABCTpAIMICKNN Tepbep, ABCTPHIA-
CKast roHuasi, ABCTpHICKUI muHYep, A3zaBak, baxapBanbckas cobaka, bapber, Appukanckas Henaromas codaka,
Backckast oBuapka, Apre3naHo-HopMaHAcKuil Oaccet, ['ory0Ooii rackoHckuii Oaccer, Peixuii OpeToHCKMiA Oac-
cet, bonbmioit Banaeiickuii 6accer-rpuddon, Mabiii Banaeiickuii 6accer-rpudoH, baBapckas ropHas rondas,
burne, burne-xapsep, boponateiii ko, bocepon, bemnuarron-tepnep, benbruiickas oBuapka, benbruiickas
oBuapka (I'pronennann), benpruiickas oBuapka (Jlakenya), bensruiickas oBdapka (Manunya), benbruiickas oB-
qgapka (TepBropeH), bepramckas oBuapka, bemas mBeiapckas oBuapka, [Iukapawmiickas oBuapka, bepHckas
ronyas, bepackuit 3enHenxyHa, bumon ¢puse, buitn, bucben, YepHo-noanansiii Kynxays, EpHas HOpBexcKast
JocuHas Jalika, bymnenoeiicep, HopBexxckuii 4epHBI AIIKXYHA, Pycckuii depHbIi Tepbep, JKenTas ¢ depHOU
MacKoH 10)kHas ToH4ast, bombIras romybast rackoHCKas ToHdast, Manas roy0asi TackoHCKasi ToH4ast, brnaaxayHn,
Brro-neticu, bro-mon-reprep, Kpanuaro-romy6oii kynxayna, bypOyns, Uenickas nmactymssi codaka, bosonses,
Bopnep-komn, bopaep-tepsep, Pycckast ricoBas 6op3ast, bocHuiickas skectkomepctHas roHuasi, bocron-repsep,
ApnenHckuii 0yBbe, @nannpckuii 0ysrse, bokcep, bolikun-ciannens, MranssHcknii 6pakk, OBepHCKas jieraBasi,
Bypboncknii 6pakk, bpak dromon, ®panmysckuii Opakk, CeH-xepMeHckuii 6pak, bpasmisckuii Teprep, bpuap,
Cpennnit Bangelickuii rpudon, bperoHckuii snanboss, bpoxonasmep, FOpcekas ronyas, bykoBuHckas oBuapka,
Bynb-aua-teprepnl, bynbreprep, bynbreprep (Munnatiopusrii), bynsmactud, bymmu Kyrra, Kepu-Tepeep, Xa-
HaaHcKas cobaka, Kananckas sckuMocckas cobaka, Kananckuii moitatep, Kane-kopco, [TopTyranbpckas oBaapka,
Kao nme xactpo-mabopetipo, A3opckas mactymbs cobaka, Kaponuackas cobaka, PyMbeIHCKas kapraTckas oBUap-
ka, JleomapaoBast cobaka Karaxynel, KaTtamonckas oBuapka, KaBkasckas oBuapka, KaBajep KWHT-9apib3-
cranuens, CpenHeasuarckas oBuapka, Uemckmii doycek, Uemckmii Tepbep, [lonbckas 6opsas, Yecanwk-Oeii-
petpuBep, Cepo-rosrybasi ronyasi, ®paniy3ckas depHo-mieras roHdas, ®dpaniy3ckas Oenmo-depHas cobaka,
®panrysckas TpexuseTHas ronyasi, Yuxyaxya, Unnmiickuii pokcrepbep, Kuraiickuit uynumn, Kuraiickas xox-
narast cobaka, Kuralickas mmmeparopckas cobaka, UnHyk, Uunmnumnapaii, Yay-yay, Ypyreaiickuii cumappos,
Yepnast oBuapka, Unpreko aenp JtHa, Kiambep-crianuens, JymanoniepetHelil koyu, Ko kopoTtkomeper-
Hb1i, Kom6aii, Koprosckas 6oiinosast cobaka, KotoH-ne-tyneap, Kpurckas ronuas, Xopsartckas opyapka, Kam-
Oeprenyckas opuapka, KypuaBomepcTHblii perpuBep, UexocioBarkas Bomubsi codaka, Takca, Jammarun, [eH-
IM-TMHMOHT-Tepbep, JlaTcko-mBenckas depmepckas cobaka, unro, lodepman, bopaockuii nor, KyOunckuit
nor, I'Batemanbckuii Oynprepbep, Kapnukoserit mor, JIpeaTckas Kyponarodnas codaka, [pesep, Jdynakep, ['on-
JaHACKas oBYapka, ['oJumaHACKHN cMOycxoHI, BocrouHoeBporeiickas oBuapka, BocTouHocmOMpCKas Jaiika,
D10, AHTTTMIACKUI KOKep-CIIaHne b, AHTIIUICKas €HOTOBas TOHYast, AHTITMACKUH (HoKCXayH I, AHTTHHCKUI Ma-
ctud, IlofinTep, AHTIUICKUI ceTTep, AHIIIMKCKAs OBYapKa, AHTIUHCKHUN CHpPUHTEp-CIaHUENb, AHTITUHACKUN
TON-Tephep, AHTITUIUCKUI BOJSHOW CIIaHWENb, AHIIMACKUI OeNbIii Tephep, DHTIEOyxep 3eHHEeHXYH/, [ omy0oi
NUKapIUICKUH CIIaHueNnb, DCTOHCKas TOHYas, DmTpenbcKkas oBuapka, EBpasuep, ®una-cnanuens, bpazunbckuit
¢una, ®uno, Gunckas ronyas, Ouncknit nannxynn, Ouncknit mnmn, [IpsmomepcTHei petpusep, TaliBaHb-
ckast Cobaka, ['magkomepctheiii oxcrepbep, KecrkoniepctHslil dpokcTepbep, bperoHckuii snansoib, Ppan-
Iy3ckuit Oynpnor, ®@paHuy3ckuil ciaHuens, Mcnanckuii ranero, Jlanrxaap, Hemenxnii nmuauep, Hemenkas oB-
yapka, Kypuxaap, Hemeuknit Baxrensxynn, Hemenxuii mmun, parxaap, Puzenmuayuep, I'nen od Mmaan te-
pwep, 3omoTHcThIi perpuBep, LlloTnanackuii cerrep, bonbinas anrno-¢paniy3ckas uepHo-neras rondas, boss-
Imasi aHrIo0-(ppanily3cKkas KpacHo-Teras ToHdas, bospnas aHrio-¢paHIy3cKas TPEXLBETHas roH4Yasi, bonbiioi
BaHzeickuit rpuddon, ITyspropukanckuii mactud, Hemenkuit nor, Ilupeneiickas ropuas cobaka, Bombiroi
MBEHIApCKHUA 3eHHeHXYH, [ pernanackas cobaka, I'pefixayna, ['omyOoii rackoHckuit rpuddon, benpruiickuit
rpuddon, bpetonckuii peokeBatsiii rpuddon, Husepuckuii rpuddon, I'yms-gonr, ['yns-tepp, UHauiickas co-
Oaxa-3ast, ['onyas ['ammunsToHa, aHHOBEepCcKkas ToH4Yast, Xapbep, ['aBanckuii OwimoH, ["aBalickast cobaka ToH,
TI'umanatickas oBuapka, Xokkaiino, Xopras bopzas, XoBaBapt, TpaHcuinbBaHcKas roH4asi, HoBo3zemnanackas oB-
yapka, XroreaxyHj, [logenko ubunenko, Mcnannckas cobaka, Muauiickuii mmun, VpraaHiackuii OynbTepbep,
Wpnanackuit kxpacHo-0enblit ceTtep, Mpnannckuii kpacHsli cerrep, Upnannckuii craddopammpeknii Oyabreps-
ep, Upnanackuil Tepoep, Upnanackuil BoasHOU cnanuens, Upnanackuil Bonkogas, McTpuHCKas KOpOTKOIIEp-
cTHas ronyas, Mctpuiickas skecTkolepcTHas rondas, MtanesHckas neBpeTka, [lxkek-paccen-teprep, Hemenxkuit
srarepeep, [Beackuit ankxayun, Anonckuit xuH, Snonckuil mnuu, SAnoHckuit Tepoep, Ixonanru, Kaiikaau,
Kawu, Kanran, Kannu, Kapakaganckas cobaka, Kapenbckas MemBexbs: cobaka, Kparickas oBuapka, Keecxomn,
Keppu-6urns, Keppu-6mo-tepnep, KaBanep kunr-uapib3-cranuenb, KoponeBckas oBuapka, Kuaramann, Kumry,
Komonpmop, Koukepxonmnwe, Kymu, Kopeiickuit anamo, Kopetickuii mactud, Kpomdopnenaep, Kynpmunckas
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ouapka, Kypu, Kysac, Kaii neo, Jlabpamop xacku, Jlabpamop-perpusep, Jlarorro-pomansoino, Jleiikienn-
Tepwep, Jlankamupckuid xunep, Jlanacup, Jlonapckas oneneronHas cobaka, Jleonbeprep, JIxacckuit anco, Jlu-
TOBCKas ToH4Yas, JJTMHHOMEPCTHRIN yummeT, bpuaanusckas OoiimoBas cobaka, Mamnas mpBuHas cobaka, Benrep-
ckmii arap, bonpmas npeBecHas ronyas, ManpTriickas 6oionka, MaHdecTep-Tepbep, MapeMmMo-aOpyIKas oB-
gapka, MakHa06, Kcomontnkywntnn, MuHHATIOpHAs aBCTpaluiicKas oBYapka, MUHHATIOpHBIH DoKcTephep,
Munuatiopasiit [Tnadep, Mununatiopasrii [1Inaynep, Mununattopusiii CHOMpPCKHN XacKd, PyMBIHCKass MHOPHT-
ckas oB4apka, Moiocckast cobaka, UepHoropckas TopHas roHdas, MOCKOBcKas CTOpoxeBasi, MOCKOBCKHI BO-
nmonas, I'opHast rondas, Kentykckas ropHas rondas, Mykyuauec, Mynu, KapaBannas 6op3as, bonbmoi mMron-
crepienaep, Mansiii MmoHcTepiieHae, KypuaBomepctHslii petpuBep ¢ peku Myppeii, Heanonuranckuit mactug,
Herodaynmienn, HoBorBuneiickas moromas codaka, Hopdonk-cnannens, Hopdonk-repsep, Hopborrenckas
naiika, CesepHas burnbs, CeBepHas nHyurckas cobaxa, HopBexxckuit Oyxyna, HopBexxckuil cepblil aJIKXyHI,
Hopsexckuit nmynnexynn, Hopsuu-tepbep, HoBomoTnanackuit perpusep, Crapomatckuii noiHrep, booOreiin,
Crapoanrmmiickuii 6ynpaor, YepHo-noanansiii Tepsep, CtapoHeMerkas oBuapka, CTapoaHIIMICKUi OynbIoT,
Ortrepxaynn, Hasappckuit naudon, Ilelicnu-tepsep, KontuHenTansHelil Toi-cianuens, [lapcon-paccen-tepsep,
ITarepaetin-tepnep, Ilekunec, Kanapckuii gor, Ka-ne-6o, [lepyanckas opxuness makos, @anen, ®apaoHoa co-
Oaxa, [Tukapnuiickmii cianuens, [Inorr-xayna, [Mogenko Kanapuo, [oitatep, Ilomsckuii orap, Ilombckas ToH-
yag, [Tonbckas HU3MHHAS oBuUapka, [lonbckas moaransHckas oBuapka, [lomepanckuit mmnui, [ToHT-0aeMepckuit
cnianuens, [Tynens, @apdoposas ronyuas, [lopryransckuit moaenro, [Mopryransckuit [loiiaTep, [TopTyranpckas
BoAHAsA coOaka, [Ipaxckuii kpeicapuk, [Tyaens-niotintep, Momnc, [Tymu, [Tymu, [Tynrcan, [Tupeneiickuii MmacTuad,
ITupeneiickas oBuapka, Padeiipy my Anenrexy, Pamkamanaiism, Pammypckas 6op3ast, O6naBHas OpasuibcKas
roHuas, AHIAaTy3CKUi paToHepo, Pat-tepbep, Kpacuwii kynxaynn, Ponesmiickuit pumkbek, Porseitnep, Pyc-
CKUH OXOTHHYMI criaHuenb, Pycckuii To#, Pyccko-eBpomeiickas naiika, J[ek-paccein-Tepbep, Bomubs cobaka
Capnoca, Ucnanckas ronyvas, Ilepcunckas ouapka, Mpanckas Mazangapanu OBuapka, CaxanMHCKUN XacKH,
Camoku, Camoen, Cancapu, [llaprutanunan, [lanennya, nnnepcreBape, Cxunmepke, Crapoxopsarckast 60p-
3as1, Pusenmnayuep, Munnattopnsiii lInaynep, HInaynep cpenuuii, lIBeiinapckas ronuas, Manas mBeinap-
ckas ronyas, JmuaHomépeTHeiii Koy, Jupxayna, [llotnannckuii Tepeep, CunuxeM-Tepbep, UTanbsackas Ko-
potkomepcTHas roHdas, Cubupckas e3moBas cobaka, CepOckast ronuas, CepOckas TpexieTHas roHdas, [lap-
neit, lllentu, Cuba-uny, lu-tiyy, Cukoky, [llmionckas oBuapka, bomonka, Cubupckmii xacku, [llenkoBHCTHII
BuHaxayHa, Cunransckas rondas, Ckaiitepsep, Cororn, CroBarkuii gyBad, CoBanKuii rpyOOIIepCTHBIA CTa-
Bau, CrnoBankuii koroB, CMananackast rondas, Maias rpedeckas cobaka, pimaHackuii MATKOIIEPCTHBIN TIIIIe-
HUYHBIN Tepbep, FOxHOpycckas oBuapka, FOxHas ronuas, Mcnanckuii Mactud, Vcnanckas BomsHas cobaka,
Cnunone, Jlykac-teprep, CenbepHap, Manstit Hetodaynanenn, Cradbuxyn, Ctapdopammp oymsrepbep, ['onuas
Credana, ABctpuiickuii Opynacteiii Opakk, Cyccekc-cianuens, lIBenckuit manxynn, lIBenckuii BaibXyHI,
IIBeackwuit burns, MenBexbs kaHaackas cobaka Tantas, Tairan, Tamackanckas cobaka, Teanu Py3BenbT Tepb-
ep, Tenomnan, Tentepduna-reprep, Taiickuit 6anrky, Tatickuii pumx6ek, Tuderckuit mactud, Tuberckuii cra-
Huenb, Tuderckuii Teprep, TopHbsk, Toca-uny, Tol-Oynbaor, Toi-dokcrepbep, Toi-Manuectep-Tepbep, Tpu-
unr Krop, Tpunn-yokep kyHxayHn, Tuponbckas roHuasi, Y ToHaraH, Benrepckas BbIxJa, BonsnuHO HUTanbsHO,
Beiimapanep, Benbin-kopru kapauras, Benbin kopra neMOpox, Yanbsckas oBuapka, BenbII-CriprHrep-CriaHueNb,
Benbmrepbep, Bect-xaitnena-yait-reprep, 3anagHocuOupckas naiika, BecTdanbckas TakcooOpaszHas ToHYAs,
Berrepxyn, Yunmer, benbiii anrmiickuii Oynbaor, benas mBeiapckas opdapka, BeHrepckas ®KecTKomepCcTHAS
BeoKiIa, ['puddon Kopramsca n Mopkmmpcekuit Tepbep. CornacHo HEKOTOPHIM BapHAHTAM OCYIIECTBIEHHS MO-
MyJALHS BKIIOYAET OJHY WIN HECKOJIBKO YHCTOKPOBHBIX CO0aK (HampuMep, UMEIOIINX OIWH THII ITOPOJBI) HIIH
OJIHY WJIM HECKOJIBKO cO0aK CMELIaHHOM Mopojpl (HanmpuMep, UMEIOMNX HECKOJIBKO TUIOB Topon). CoriacHo
HEKOTOPHIM BapHaHTaM OCYIIECTBJICHUS IOITYJISIMS IPEACTAaBIIET CO00H MOy IsIMi0 codaK CMEIaHHOM opo-
ne1, umeromux JJHK u3 moboro umcna (wampumep, 1, 2, 3, 4, 5,6, 7, 8,9, 10 wim 6onee 10) wim KoMOMHAIIH
YHCTOKPOBHBIX COOAK.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS TalNIOTHITMYECKHE JTaHHBIE MOJYYaloT MyTeM o0paboT-
KW TeHOTUIIMYECKUX JAHHBIX IOITYJISIIUN TECTHPYEMBIX MHAMBUIYYMOB C IPUMEHEHHEM aiuroputMa (asupoBa-
HUA ramioTuroB. CorylacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS adrOpPUTM (a3HpOBaHUS TaIUIOTHUIIOB CO-
JEP>KUT anropuT™ (a3supoBaHMS ralIOTUIIOB HA OCHOBE 3TanoHa. COrslacHO HEKOTOPBIM BapHaHTaM OCYILECTB-
JICHUsI adrOpUTM (Da3MpOBaHUSI TAIUIOTUIIOB Ha OCHOBE 3TAallOHA COJCP)KUT MOWCK Ha OCHOBE CKPBITOH MOJIETH
Mapxkosa. CoriacHoO HEKOTOPHIM BapHaHTaM OCYILIECTBICHHUS alrOpUTM (a3sMpOBaHMS TallIOTHIIOB HA OCHOBE
JTanoHa coxepxut anroputMm Eaglel, anmroputm Eagle2, anroputm PHASE, anroputm fastPHASE, anropurm
BEAGLE, anroputm Findhap, anroputm Impute, anropurm Flmpute, anropurm Alphalmpute, anroputm IM-
PUTE2, amroputm MaCH, amroputm SHAPEIT1, anroputm SHAPEIT2, anmroputm SHAPEIT3, anroputm
SHAPEIT4 wnn ux xomOunanuoo. CorinacHo HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHS aJITOPUTM (a3UpOBaHUS
TaluIOTHUIIOB CO/ICPXKUT aJrOPUTM (pa3supoBaHUsI raIUIOTUIIOB HA OCHOBE KOTOPT.

CornacHO HEKOTOPBIM BapHaHTAM OCYIIECTBJIECHUS T'€HOTHIIUYECKUE AAHHBIE MOMY4YaroT IIyTeM OLEHKU
O1oNorn4ecKknx o0pasLoB, B3SITHIX Y MOMYJISINN TECTUPYEMBIX HHANBUYyMOB. COTJIacCHO HEKOTOPHIM BapHaH-
TaM OCYILECTBJICHHs OMOJIOTHYECKHE 00pasIibl cosiepaT o0pas3ipl KpOBH, 00paslbl CIIOHBI, 00pa3isl Ma3KoB,
00pa3Ipl KIETOK min 00pasusl Tkanei. CormacHo HEKOTOPEIM BapHaHTaM OCYIIECTBJICHHS OLCHKA MpeaycMar-
pHBaET CEKBEHUPOBAHUE OMOJIOTMIECKUX 00Pa3II0B MIIH X IIPOU3BOIHBIX.
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CornacHO HEKOTOPHIM BapHaHTaM OCYLIECTBJICHHS MHOXKECTBO T'€HETHYECKHUX MapKEpOB COICPXKHUT IO
MeHblIel mepe okono 500, mo MeHsbelt Mepe okono 1000, mo Mensmeil mepe okono 2000, mo MeHbLIEH Mepe
oxoiio 3000, mo menpmei Mepe okoio 4000, mo MeHbIei Mepe okosio 5000, o Menbpmel Mepe okoio 6000, mo
MeHbIei Mepe okosio 7000, mo menbielr Mepe okosio 8000, mo menbmeit mepe okoao 9000 uau Mo MeHbIIEH
Mepe okosto 10000 pa3nTIHBIX TEHETUIECKUX MapKEPOB.

CornacHO HEKOTOPBIM BapHAHTaM OCYILIECTBICHHS COMOCTABICHNE CETMEHTOB TaIIOTHIINICCKUX TaHHBIX,
KOTOpBIC HIICHTUYHBI TI0 IPOUCXOKIACHUIO, TIpeaycMaTpuBaeT npuMenenne anroputMa GERMLINE, anropurma
PLINK, anroputma PREST, anroput™a cinydaiinoii mpoexiuu st ooHapykenus IBD (RaPID), anroputma ObI-
ctporo obHapyxenunst IBD o6mux ramtorunos (FISHR), ycoBeprieHCTBOBaHHOTO aaroputMa HASHTHYHOCTH T10
npoucxoxaenuto (IBD), anropurma fastIBD, anropurma KING, anropurma HaploScore, anropurma TRUFFLE
Wi X KomOuHanuu. CorjlacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS MPEABAPUTEIHLHO ONPEICICHHBIH MO~
poroBblil pasmep cocTaBisieT okoao 100 TeICsSY map HykneoTHaoB (T.M.H.), okono 200 T.m.H., okono 300 T..H.,
okoJ10 400 T.11.H., okoyo 500 1.1m.H., okoao 600 T.1m.H., okoso 700 T.m.H., okoio 800 T.1m.H., okojo 900 T.01.H. WK
okono 1000 T.m.H. CoriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS MPEABAPUTEIBHO OINpPENEICHHOE YHCIIO
TEHETHYECKUX MapKepoB cocTaBisieT okojo 30, okomno 40, okoso 50, oxomo 60, okono 70, okono 80, okoso 90
nu okoJio 100 pa3IHYHBIX TEHETHIECKUX MapKEPOB.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS CIIOCO0 JOMOTHHUTENIBHO MPEeIyCMaTPUBAET pa3ieiiCHIE
COBIIABIINX CETMEHTOB, TAK UTO AUCKPETHBIC TCHOMHBIC HHTEPBAJIBl MHOXKECTBA TUCKPETHBIX TCHOMHBIX HHTEP-
BaJIOB UMEIOT PaBHBINA pa3zmep. COraacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS CIIOCO0O JOTONHUTEIHHO Ipe-
JIyCMaTpUBAaeT pa3JieliCHIE COBIABIIUX CETMEHTOB, TaK YTO IMCKPETHBIE T€HOMHBIE MHTEPBAJbl MHOXKECTBA
JMCKPETHBIX TeHOMHBIX MHTEPBAJIOB MMEIOT BapHabenbHbIH pazmep. CoriacHO HEKOTOPBIM BapHaHTaM OCYIIe-
CTBJICHUS BapHaOEebHBIA pa3Mep JaHHOTO JTUCKPETHOI'O TEHOMHOTO MHTEpBajla MHOXECTBA JUCKPETHBIX T€HOM-
HBIX MHTEPBAJIOB OIPEAEIISIOT, [0 MEHBIIEH Mepe YaCTHYHO, Ha OCHOBE HAYaJbHOTO ITOJIOKECHUSI U KOHEYHOTO
HOJIOKeHUs coBnaaeHnii IBD, npokcnManbHBIX JaHHOMY JUCKPETHOMY T€HOMHOMY MHTEpPBAITY, IIIOTHOCTH Te-
HOMHBIX MapKepoB B TAaHHOM JUCKPETHOM T€HOMHOM HHTEpPBaAJIC, MAKCUMAJILHOTO YHCIIa MAPKEPOB /IS JaHHOTO
JIUCKPETHOTO TEHOMHOTO MHTEpBajia, MaKCUMAIbHON ITMHBI JAHHOTO JHCKPETHOTO TEHOMHOT'O MHTEpBaja WIH
MX KOMOWHAINAH.

CornacHO HEKOTOPBIM BapHAHTaM OCYIIECTBIICHHUS CIOCOO JTOTIONHUTEIHHO MPEeIyCMaTPUBAET OICHKY Ka-
JKIOTO M3 MHOXKECTBA IMCKPETHBIX TEHOMHBIX HHTEPBAJIOB HA OCHOBE (i) CTENICHN COBMAJCHHS IT0 TOMO3UTOTHO-
CTH IHCKPETHOI'0 TeHOMHOTO MHTEpBajia y IEPBOT0 WHAWBHAYyMa WM BTOPOTO MHAMBHAyyMa M (ii) cremeHn
TIOTIAPHOTO COBIACHUS AUCKPETHOTO T€HOMHOTO WHTEPBAJIa MEXAY MEPBBHIM WHAWBHIAYYMOM W BTOPHIM WHAH-
BUJIyYMOM, C MOJYYEHHEM TaKuM 00pa3oM MHOXKECTBA OIIEHOK COBIAJICHHS 110 TOMO3UTOTHOCTH M MHOXKECTBA
OLICHOK TOoIapHOro conajieHus. CoriacHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHUS CIIOCOO JIOMOIHHUTEIHHO
IpesycMaTpuBacT KOPPEKTUPOBKY MHOXKECTBA OIEHOK IIOIIAPHOTO COBIA/ICHHMS Ha OCHOBE COTJIACOBAaHHOCTH
JTAHHOM OILIEHKH MONapHOTO COBMAJICHUSI C COOTBETCTBYIOIIECH OIEHKOI COBMAICHUS 110 TOMO3UTOTHOCTH, C IO-
Jy4eHHEM TaKUM 00pa30M MHOXKECTBA CKOPPEKTHPOBAHHBIX OIIEHOK IIOIIAPHOTO COBIAICHHUSI.

CoriacHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHS CII0CO0 JOTIOJHUTENILHO IIPEYyCMAaTPUBAET IPHCBOCHHUE
MHOYKECTBA BECOB MHO)KECTBY IMUCKPETHBIX TEHOMHBIX HHTEPBAJIOB HA OCHOBE MHOXKECTBA COCTOSIHHN WICHTHY-
HOCTH JJISl IBYX ajUieNieil y AByX NWIUIOMIHBIX HHINBUAYYMOB. COTIIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBIIC-
HUSI MHOXECTBO COCTOSIHUH HMICHTUYHOCTU COJACPKUT COCTOSHUS MICHTUYHOCTH, BBHIOpaHHBIC M3 TAaOMHUIIBI, U
MHO’KECTBO BECOB IPHCBAUBAIOT HA OCHOBE MHOXKECTBA BKJIAJIOB B POJCTBO Tyy, KAK NEPEUUCICHO B TaOJIMILE.
CoriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS CTETIEHb POJACTBEHHOTO OTHOIICHUS COACPKUT KOI(DHUITHEHT
pOACTBEHHOTO OTHOWIEHHUS. COrTacHO HEKOTOPHIM BapHaHTaM OCYLIECTBIICHHUS CIIOCOO JOMOJIHUTEIBHO Hpery-

CMaTpHUBAET BHIYHCIICHUE B3BELICHHOW CYyMMBI JJIS1 MHOKECTBA AUCKPETHBIX TEHOMHBIX MHTEPBAJIOB COBIIABILIETO
_ A1+47 +(0,75x A3) + (0,5 x A8)
Tey = - .

CErMEHTa, I/I€ B3BEILIEHHAs CyMMa BBIPayKE€Ha ITOCPEICTBOM:

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHUS CTEIEHb POJCTBEHHOTO OTHOIICHUS COICPKHUT KOI(-

¢unuent poacrea. CormacHO HEKOTOPHIM BapHaHTaM OCYIICCTBICHHUS CIOCO0 JOMOTHUTEIBHO PEAyCMaTPHBa-

€T BBIYMCIICHUE B3BEILIEHHON CyMMBI JIJIsl MHOKECTBA JUCKPETHBIX T€HOMHBIX HHTEPBAJIOB COBIABIIETO CEIMEH-
__A1+(05x (43 +47)) + (0,25 x 48)

xy L .

Ta, TJIe B3BEIICHHAs] CYMMa BBIpakKeHa IIOCPE/ICTBOM:

CoriacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHHS OIIEHKA CTEHECHH POJCTBEHHOTO OTHOLICHUS MEXITy
HepBEIM HHIMBUIYYMOM M BTOPHIM HHIMBHIYYMOM IIPEAyCMaTpUBAET ONpeIeIeHHe CTeIIeHn HHOPUIUHTA TIep-
BOTO MHAMBHAYYyMa WM BTOPOro MHAMBHIyyMa. COITIACHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS OLCHKA
CTEIIeHH POJCTBEHHOI'O OTHOLICHHS MEXIY IEPBBIM HHIMBUIYYMOM M BTOPBIM HHAMBHIYYMOM IIpeIyCMaTpH-
BaeT ONPEAeIICHHE CTCIICHH WHOPUIMHTA IIEPBOI0 MHIMBHAYYMa M BTOPOro MHIMBHAYyyMa. COrslacHO HEKOTO-
PBIM BapHaHTaM OCYILIECTBIEHHS CIIOCOO JOIONHHUTEIBHO NMPEAyCMATPUBACT ONPEACICHHE CEMEHHOH B3amMo-
CBSI3M MEX[y IIePBBIM HHAUBHAYYMOM U BTOPBIM HHIMBUIYYMOM Ha OCHOBE, IT0 MEHBILIEH Mepe YaCTHYHO, CTe-
NeHW WHOPHUAMHTA MEPBOTO MHAMBUAYYMa M BTOPOro MHANBUAYYyMa. COTIacHO HEKOTOPBHIM BapHaHTaM OCYIIe-
CTBJICHUSI CEMEHHasi B3aMMOCBS3b NPEICTABISIET COOOM B3aMMOCBSI3b POJHUTENL-PEOCHOK, B3aUMOCBS3bL Opart-
cecTpa, B3aMMOCBSI3b  TETS/AANS-IUICMSHHUK/TIEMSHHUIA,  B3aMMOCBS3b HAa  YPOBHE  JIBOIOPOJHBIH
Opat/nBoropojHasi cecTpa, B3aMMOCBs3b OaOymIKa/memymiKa-BHYK/BHYYKa WJIM B3aUMOCBS3b Mpabaldyi-
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Ka/mipajie IyIIka-npaBHyk/mpaBHy4ka. COTrJIaCHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS CEMEHHAas B3aUMO-
CBsI3b MPHBEJICHA KaK B3aHMMOCBSI3b MEKIY Mapoil JIF0IeH, TakuM 00pa3oM, 4TO CTEICHb POJCTBCHHOTO OTHOIIIC-
HUSL MEXIy TTePBBIM HHIMBHIYYMOM M BTOPHIM WHAWBHIYYMOM COIMOCTaBHMa CO CTETIEHBIO POJICTBEHHOTO OT-
HOIICHUS, OKUIaeMON MeXay mapoil moneil. CorilacHo HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS B3aMMOCBS3b
TIPEeCTaBIsIeT COOON B3aMMOCBS3b POIUTENL-PEOSHOK, B3aUMOCBSI3b OpaT-cecTpa, B3aUMOCBS3b TETSI/ISIs-
TUIEMSTHHUK/TUIEMSTHHHIIA, B3aMMOCBS3b Ha YPOBHE JBOIOPOJHBIA OpaT/IBOIOpPOIHAS CECTpa, B3aMMOCBS3h Oa-
Oymrka/neaynka-BHYK/BHYyYKa WU B3aUMOCBSI3b Mpabadymika/mpaae ymKa-mpaBHyK/IpaBHyYKa.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHS CIIOCOO TOMOTHHUTEIHHO IPEAyCMaTPHUBACT OIpeeIie-
HHUE OXHIIAeMOH CTEeICHU WHOPHUIUHTa MOTECHIMAIBHOTO TOTOMCTBA NIEPBOTO0 MHIUBUAYYMAa U BTOPOTO MHIMBH-
nyyma. COriaacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS CITOCOO JOMONHHUTEIBHO MPEIyCMATPHUBACT OIPE/Ic-
JICHWE PEKOMEHIAINH, YKa3bIBAIOIICH, CICIyET JIU CKPCIIUBATh TIEPBOTO MHIUBUAYYMA H BTOPOTO HHIAMBHIYY-
Ma BMECTE Ha OCHOBE OXHJIAEMOM CTCIICHW WHOPUAUHTA MOTCHIUAIBFHOTO IIOTOMCTBA TIEPBOTO UHIUBUAYYMA U
BTOpOro MHAUBUAYyMa. COrJIacHO HEKOTOPEIM BapHaHTaM OCYIIECTBIICHHS CIIOCO0 OMOHUTEIHHO MpeaycMar-
pHUBacT ONpe/eiCHuEe PEKOMCHIAINY, YKa3bIBAIOIICH, YTO CICAYET CKPEIIUBATh MEPBOr0 WHAWBUAYYMa U BTO-
POTO MHAMBHIyyMa BMECTE, KOT/Ia OXKHAacMasl CTeIIeHb MHOPHIMHTA TOTSHIINAIFHOTO IIOTOMCTBA IIEPBOTO MH-
IUBHIyyMa W BTOPOTO MHAMBHIyyMa HE MPEBBIIIACT MPEABAPUTEILHO ONPENEICHHYIO TIOPOTOBYIO CTEIICHb MH-
Opuanara. CorslacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS CIOCO0 TOTIONHUTEIHHO MpelyCMaTpUBaeT OIpe-
JIeNICHIE PeKOMEHIAINH, YKa3bIBAIOMICH, YTO HE CIeIyeT CKpEeIrBaTh IepBOTr0 MHINBUAYYMAa U BTOPOTO HMHIIHU-
BUAyyMa BMECTE, KOTJa OKHAIaeMasi CTeNIeHb MHOPHIMHTA IMOTEHIIHAIHFHOTO IIOTOMCTBA MIEPBOTO WHAWBHAYyMa
¥ BTOPOTO MHIWBUAYyYMa IPEBBIIIACT MPEABAPUTEIHFHO ONPEACICHHYIO MMOPOTOBYIO cTeneHs HHOpuaunara. Co-
TJIACHO HEKOTOPBIM BapHAHTAaM OCYILECTBICHHS IIPEIBAPUTEIILHO OMPEICIICHHAs TOPOTOBasi CTCIICHh HHOPHTUH-
ra cocrasiser okoio 0,10, oxono 0,15, oxomno 0,20, oxomno 0,25, oxono 0,30, oxono 0,35, oxono 0,40, okono 0,45
niu okoiio 0,50.

CornacHO HEKOTOPHIM BapHUaHTaM OCYIICCTBICHHUS CIIOCOO JOMOJTHHUTEIHEHO MPEAYCMATPUBACT IOTyUYCHHE
COLMAILHOW CBSI3UM MEXIY NEPBBIM CYOBEKTOM, CBS3aHHBIM C MEPBHIM WHAWBUAYYMOM, U BTOPBHIM CYOBEKTOM,
CBSI3aHHBIM CO BTOPHIM WHIWBHAYYMOM, Ha OCHOBE, II0 MEHBIICH Mepe YaCTHIHO, OIICHHBAEMON CTENCHH POJ-
CTBEHHOTO OTHOIIECHUS MEXAY IEePBHIM MHIWBHAYYMOM W BTOPHIM MHIWBUAYYMOM. COTJIacHO HEKOTOPHIM Ba-
pHAaHTaM OCYIIECTBICHHUS COIMAIBHYIO CBS3b IMOIYYalOT, KOT/Ia OIIEHMBAaeMasi CTEIeHb POJICTBEHHOTO OTHOIIE-
HUS MEXIy MEepBbIM WHAWBHIYYMOM W BTOPHIM WHAMBHIYYMOM IIPEBBIMIACT MIPEIBAPUTEIHFHO OIpPEIeIeHHOEe
noporooe 3HaueHne. CorTacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS MIPEIBAPUTEIHFHO OIPEAEICHHOE TOPO-
rosoe 3HadeHue coctapisgeT okoso 0,00001, oxono 0,0001, oxoso 0,001, oxomo 0,01, oxomo 0,02, oxomo 0,04,
okoio 0,06, oxono 0,08, oxomo 0,1, oxono 0,12, oxomo 0,14, oxoino 0,16, oxono 0,18, oxono 0,2, okono 0,25,
oxoo 0,3, oxono 0,35, okoiso 0,4, okomno 0,45 win okoso 0,5. CorslacHO HEKOTOPBIM BapHaHTaM OCYILECTBIIE-
HUS COLMANBHYIO CBS3b IOIYYalOT IMOCPEACTBOM CETH COIMANBHBIX ceTell. COTIacHO HEKOTOPHIM BapUaHTaM
OCYILICCTBIICHUS TIEPBBIN CYOBEKT SBISCTCS BIAJICIBIIEM MIEPBOTO HHIUBUIYYMa B Ka4ECTBE JOMAIITHETO JKUBOT-
HOTO, U BTOPOU CyOBEKT SIBIIICTCS BIAACIBIIEM BTOPOTO MHIMBHIyyMa B Ka4eCTBE JOMAIIHETO KUBOTHOTO. CO-
TJIACHO HEKOTOPHIM BapUaHTaM OCYIICCTBICHUS OIHMH M TOT K€ CYOBEKT SBJISACTCS BIAACIBIIEM IIEPBOTO MH/U-
BUAYyyMa M BTOPOT'O MHIMBHIyyMa B Ka4eCTBE JOMAIIHETO XKUBOTHOTO. COTJIaCHO HEKOTOPHIM BapHaHTaM OCY-
IIECTBJICHHUS TTOJIyYEeHNE CONMAIBHON CBA3H MEXKIY IEPBBIM CyOBEKTOM M BTOPBIM CYOBEKTOM IMPEAyCMAaTPUBACT
MPEIOCTAaBIICHIE MECTOIOJIOKEHHS MEPBOTO CyOBEKTa MM BTOPOTO CyOBbekTa. CoTrilacHO HEKOTOPHIM BapHaH-
TaM OCYIIECTBIICHHS MOJMYUCHHUE COUMANTLHONW CBA3HM MEXIy IEPBBIM CYOBEKTOM M BTOPHIM CYOBEKTOM IIpemy-
CMaTpHUBAET NPEAOCTABICHHE KOMMYHHKAIIMOHHON CBSA3M MEXIY HEPBBIM CYOBEKTOM U BTOPHIM CYOBEKTOM.

CornacHO HEKOTOPHIM BapHUaHTaM OCYIIECTBICHHUS CITOCOO JOMOTHHUTEIHFHO MPEAyCMaTPUBAET HACHTUDU-
KaI[MI0 CEMCIHON B3aMMOCBS3M MEXIY IMEPBBIM HHIWBHIYYMOM W BTOPHIM WHIWBHUAYYMOM Ha OCHOBE, IIO
MEHBIICH Mepe YaCTUYHO, CTEIICHH POJCTBEHHOTO OTHOIICHHS. COTIACHO HEKOTOPBIM BapHaHTaM OCYIIECTBIIC-
HUS CeMelHasl B3aUMOCBSI3b MPEJICTABIIICT COOOH B3aMMOCBSI3b POAUTENB-PEOCHOK, B3aUMOCBSI3b Opar-cecTpa,
B3aWMOCBSI3b TETS/IAAS-TUIEMIHHUK/TUICMSIHHAIA, B3aUMOCBS3b Ha YPOBHE JIBOIOPOJHBIN OpaT/mIBOIOpOIHAS
cecTpa, B3aUMOCBs3b  0a0yIIKa/AedyllKa-BHYK/BHyYKa WJIM  B3aMMOCBs3b  Npabalymika/mpaneylnka-
npaBHYK/TpaBHy4YKa. COrIacHO HEKOTOPHIM BapHaHTaM OCYILIECTBIICHHS ceMeifHas B3aMMOCBS3b ITPUBEICHA KaK
B3aMMOCBS3b MEXIY Mapoi Jronei, TakuM 00pa3oM, YTO CTENICHb POJCTBEHHOTO OTHOIICHUS MEXIY IEPBBIM
WHAWBUAYYMOM W BTOPHIM MHIUBHIYYMOM COMOCTaBHMA CO CTENECHBIO POACTBEHHOTO OTHOIICHUS, OXKHIAeMOMN
MeXay mapoil mozei. CorimacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS B3aWMOCBS3b IPEACTABIAET COOOM
B3aMIMOCBS3b POJIUTENb-PEOCHOK, B3aUMOCBSI3b OpaT-cecTpa, B3aUMOCBS3b TETS/ IS NA-TUIEMIHHUK/TUIEMSIHHHIIA,
B3aMIMOCBSI3b HA YPOBHE JIBOIOPOJIHBIN OpaT/IBOIOPOIHAS CecTpa, B3aUMOCBA3h 0a0yIIKa/ e ynka-BHYK/BHYIKa
WY B3aUMOCBSI3b NTpadadyIIKa/mpaaeAyIKa-paBHyK/IpaBHydKa.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS CITOCOO JOMOJTHHUTEIHEHO MPEAyCMaTpPUBaET HACHTUDH-
KaIUo, I KaXIOrO M3 OJHOTO TN HECKOJBKUX WHIWBHUIYYMOB TOMYJSIIMA TECTHPYEMBIX WHIAHBHIYYMOB,
cTaryca MPUCYTCTBHS, OTCYTCTBUS, PUCKA WM HOCUTENS TEHETHYCCKOTO COCTOSIHHS MITH COCTOSIHUS 3JIOPOBBS Y
uHauBUAyyMa. COTJIACHO HEKOTOPHIM BapHUAHTaM OCYIICCTBICHUS TCHETHYCCKOE COCTOSHHE MM COCTOSIHUE
3JI0POBBSI BBIOpaHO M3 rpymisl, coctosmei n3 Tpombonatun (RASGRP2 Ok3on 8), ledunnTa nupyBaTKUHA3EI
(PKLR Dx30H 7 BapuanT Morca), Jledunura dakropa IX, 'emopunmu B (F9 Dx3on 7, BapuanT tepbepa), Je-
¢unura mupyBarkuHasel (PKLR Ox3om 7 Bapuant burns), P2Y12 Hapymenus TpoMOOIMTOB penenTopoB
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(P2RY12), Tpombactenun ['nannmanna tumna [ (ITGA2B Ox3on 12), bonesnu pon Bunnedpanna tuna 11, VWD
tuna I (VWF), Anomannu Meii-Xerrnuna (MYH9), Tpom6onatin (RASGRP2 Dx30n 5, Bapuant Amepukan-
CKOH dcKUMOCCKO# cobakm), [lepurura pakropa IX, 'emodumuu B (F9 Dx3on 7, BapuanT Poxesuiickoro pum-
)kOeka), boesan ¢hon Bunmnebpanma tuma I (VWF), Dmmunronurosa cobak (SPTB Dx3on 30), Hapymenwus an-
re3un neikonutoB cobak tuma I, LAD3 (FERMTS3), lepunura npokammkpenna (KLKB1 Dk3on 8), bomesan
($hon Bumebpanga tumna 111, VWD tuna III (VWF DOk3o0n 4), lepunura dpakropa VIII, I'emodpunmu A (F8 Dx30H
10, Bapuant bokcepa), Cuaapoma 3axBaueHHBIX HewTpodummoB (VPS13B), lepummra nmupysatkunaaszsl (PKLR
Ok30H 7 Bapuant Jlabpanopa), Tpomoonatiu (RASGRP2 Dk3om 5, Bapuant baccer-xaynna), Jledumnura nupy-
BatkuHa3bl (PKLR Dx3o0H 5), [ledunura paxropa VIII, I'emopunn A (F8 DOx3o0n 1, Bapuant oBuapku 2), Jle-
¢unura gaxropa VII (F7 3x30H 5), Bpoxnennoit makporpombormronenun (TUBB1 Dk30n 1, BapuanTt Kapa-
Jep KUHT-4apiib3-crianuents), Jiuraeosnoro memopanura, LM (PLG), lepunura nupysatkunassl (PKLR Dk30H
10), deduuura paxropa VIII, I'emodunmn A (F8 DOx3on 11, Bapuanr ouapku 1), Ipyrux cucrem, AyroBocma-
nauTensHoro 3aboneBanus maprnes, SPAID, Jluxopaaku mapres (MTBP), AyrocomHO-periecCHBHOM TUCILIa3nU
IMal,

Hacnencrennoit rumoruiasun sManu 3yoa (BapuanT utanmbsHckoi ieBperkn), CHHIpOMa MEPCUCTEHITNN
MIOJUTEpOBBIX MPoToKoB, PMDS (AMHR2), BectuOynsproro cunapoma u riayxothl Jlobepmano, DVDob,
DINGS, Hapymenwuii rnas, I[Iporpeccupyromeii arpodpun cetdatku, crd2 (IQCB1), IlepBuuHoro BEIBUXA Xpy-
crasmka (ADAMTS17), 'maykoMbl IepBUIHON OTKPHITOYTOIbHOMN TaykoMbl (ADAMTS17 Dk3on 2), [Iporpec-
cupytomeii arpodum cerdatku, crdl (PDE6B), Ilporpeccupyromeii arpodum cerdatku, rcdl Ilamouxo-
konycHolt aucruiazuu, rcdl (PDE6B Dx3on 21 Bapuant Mpianmckoro kpacHOTo ceTtepa), AHOMaJIHWH TJa3
Kommn, 'mnommaszum cocynucroit obonouku ri1aza, CEA (NHEJ1), IIporpeccupyromeii arpodun cerdaTku
(SAG), Axpomaroricun (CNGA3 Dx30H 7 Bapuant Hemenkol opuapku), MynbTH(OKaIbHON peTHHONATHH CO-
6ak cmr2 (BEST1 3Ok3o0H 5), I'maykombl NepBUYHON OTKPBITOYronbHOW riaykombl (ADAMTS17 DOx3on 11),
[Iporpeccupytomeii atpoduu ceruarku, prcd IlporpeccuBHOl nereHepanuy NajJ04YKO-KOJIOOYKOBOTO OTpe3Ka
(PRCD Dx30H 1), HacneactBenHbIx katapakT, Pananx karapakt, IOnomeckux karapakr (HSF4 Dk3on 9 Bapu-
aHT OBYApKH), AyTOCOMHO-JIOMHUHAHTHOW Tporpeccupyiomieii arpoduu ceruarkun (RHO), MynbTudokambHOR
peruronatun cobak cmr3 (BEST1 Ox3om 10 SNP), Axpomatorcuun (CNGA3 Dxk3on 7 Bapuant mabpamopa-
petpuBepa), MynbrudokansHoit peruHonatun cobak cmrl (BEST1 Dx3on 2), IIporpeccupyromeii atpodun
cetdatkn, rcd3 Ilamouko-xonycHort muctuasmm, rcd3 (PDE6A), Ilporpeccupyromeit arpoduu ceTdaTKu
(CNGBY1), IIporpeccupytormieit atpoduu cetdatku 3oio0tuctoro perpusepa 2, GR-PRA2 (TTCS), IIporpeccu-
pyromeii arpodpun cetaatku, CNGA (CNGA1 3Ox3omu 9), [Iporpeccupytomieid aTpo@uu ceT4aTKd 30J0TUCTOTO
perpusepa 1, GR-PRA1 (SLC4A3), [Iporpeccupyromei arpodun ceryatku - crd4/cordl (RPGRIP1), Bpox-
JIeHHOH crannoHapHoi KypuHo# cienotsl (RPE6S), uctpoduu porosunsr ®epa, MCD (CHST6), I'naykomsr
NEepBUYHON OTKPHITOYronbHOM rinaykoMel (ADAMTSI10 DOx30H 9), MynbTudoKaibHOH pEeTHHONATHH COOAK
cmr3 (BEST1 Ox3o0n 10 [denenus), ['maykoMbl nepBUYHON OTKpHITOYroiapHON TiaaykoMsl (ADAMTS10 Dx3on
17), Meimeunsix HapymieHuid, Lientposnepuoit muonartuu (PTPLA), Bonesun Tomcena (CLCN1 Dk3on 7), Ha-
ciencTBenHor muonartuu jaatckoro gora (BIN1), bomesnun Tomcena (CLCN1 Dk30H 23), MbleyHo# qucTpo-
¢um (DMD BapuanT BenbIn Kopru neMOpok), BeizBanHoro ¢usmdeckoit Harpy3koit kostanca (DNM1), Meri-
meuHot muctpodpun (DMD Bapuant 3omotucroro perpusepa), Hedurnura mmoctatus, Cunapoma bymmm-
yunmera (MSTN), MuotyOynspHori Muonatuu 1, CsizaHHOW ¢ X-XpOMOCOMOW MHOTYOYJISpHOW MHOTATHH,
XL-MTM (MTMI1, Bapuant Jlabpanopa), Meimeunoit guctpoduu (Bapuant Kapamep KWHT-4apib3-CriaHUEIS
1), MynbTHCUCTEMHBIX HapyieHuH, [lepsuunoii munmuapuoi auckunesnn, PCD (CCDC39 3k3on 3), GM1 Ian-
rimmo3uno3a (GLB1 Dx3o0n 2), Curapoma I'ypnepa tuna IIIA, Bonesnu Candumunmo tuma A, MPS IIIA (SGSH
Ok30H 6 Bapuanr 1), [IprnodperenHoro HeBpoHaibHOTO Iepona-munodyciunoza (ATP13A2), GM1 T'anrmmo-
3uno3a (GLB1 Ox3on 15 Cuba-uny Bapuant), HeBponansHoro nepoua-nunodycuntosa 2, NCL 2 (TPP1 Dx3on
4), Cunnpoma I'ypnepa tuna VII, Cuaapoma Cnas, MPS VII (GUSB 3x30H 3), ®yko3umosza codak (FUCAL),
GMI1 Tanrmuosupoza (GLB1 Dx3on 15 Ansckunckuit xacku Bapuanr), bone3nu HaxomneHust Jlarorro
(ATG4D), BposxneHHOr0 KepaTOKOHBIOHKTHBUTA CHKKa ¥ MXTHO3U(OPMHOTO AepMaTo3a, CHHApOMa Kyp4aBoH
mepctu u cyxoro rnaza, CKCSID (FAMS3H Dx3o0n 5), I'mukorenoBoii 6one3nn tuna VII, Jledunura docdo-
rexcoknHasbl, Jlepunura PFK (PFKM Yunmer m AHrawiickuii cipuHrep-cianuens Bapwant), [ ukoreHoBoM
6onesnn trma 1A, bonesnu 'npke, GSD 1A (G6PC), I'muxorenoBoii 6one3nun tuma VII, Jledumnura dpocdorek-
cokunassl, [lepurura PFK (PFKM Baxrtensxyna Bapuant), HeBponansHoro nepounn-numnodycuuaosa 1, NCL 1
(CLN5 Bopaep-xommu Bapuant), HeBponansHoro nepoun-imunodpycunnosa 1, MozxeukoBoit arakcuu, NCL-A
(ARSG 3x3o0n 2), HeBponansHoro nepoua-nunodycnuroza 6, NCL 6 (CLN6 Dx3on 7), Cunnpoma I'ypnepa
tuna [, MPS I (IDUA), IToveunoit mmucTageHOKapIUHOMBL U y3110Boro nepmatoduopo3a, RCND (FLCN Dk3o0H
7), HeBponansaoro nepoun-nunodycrurosa 10, NCL 10 (CTSD Dx3o0H 5), [ 1000MIHO-KICTOYHOH TCHKOTUCT-
poduu, Bonesnn Kpacde (GALC Dx3o0H 5), ['mukorenosoit 6oneznu tuna 1A, GSD IIIA (AGL), HeBponais-
Horo nepoug-munodycuunosa (MFSDS), GM2 T'anrmmosnno3a (HEXB, Ilynems Bapuant), Cesizannoi ¢ X
XPOMOCOMO¥ BPOXKIECHHOM 3KTO/IepMalbHON IHUCIUIa3UH, AHTHIPOTHYECKON dKToIepMaibHOM quctutazun (EDA
Wntpon 8), HeBponansuoro nepoua-nmunodycunnoza (CLN8 Apcrpanuiickas oBuapka Bapuant), HeBponas-
Horo tepoun-munopycuuaoza 8§, NCL 8 (CLNS8 Awnrmuiickuii cetrep Bapuant), HeBponampHOro mepow-
munodycrmao3a 1, NCL 1 (PPT1 3Ox3on 8), HeBponanbHoTo nepoun-nmunodycnnnosa (CLNS BapuaHnT 30510TH-
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ctoro perpuBepa), Cunnpoma ['ypnepa tuna VII, Cuagpoma Cnas, MPS VII (GUSB Dk3o0H 5), ['mukoreHoBoit
6osiesnn trna I, bonesun [Mommne, GSDII (GAA), GM2 Tl'anrmmosunoza (HEXA), Cunnpoma I'ypaepa tuna
IITA, bonesan Candwmrmnmo tuma A, MPS IITA (SGSH 3x3on 6 Bapuanr 2), 3aboieBaHnl KOXKH B COSIUHHU-
TenpbHOU TkaHW, Mxtmosza (PNPLA1), Nxtmosza (SLC27A4), Huctpodudeckoro OYIIE3HOTO SMHUACPMO3a
(COL7A1), Nxrtnosza, Dmuaepmonurndeckoro nxtuosza (KRT10), DxromepmansHoit aucmaszuu, CuHIpOMA
xpynkocTt koxu (PKP1), Uxtnoza (NIPAL4), Cuaapoma Mycnaguna-Jlroke (ADAMTSL2), OuaroBoit Hedmu-
JIEPMOJUTHYECKOH JTaTOHHO-TIOIOMBEHHOM Keparoaepmuu, BpoxxnenHoi maxuonuxuu (KRT16), Haciencteen-
HoTro mapakeparo3a Hoca (SUV39H2), HacnenctBenHoro rumepkeparosa nogymedek jgan (FAMS83G), Hapymre-
HHUH TOJIOBHOTO M CHMHHOTO M03ra, FOBeHmnpHOH nonuHeiponaruy, [lomunesponarun neonodeprepos 1, LPN1
(LPN1, ARHGEF10), Hapymennst Tpoduku Mo3xeuka, HeonaransHo# nereHepanuu Kopsl Mo3xkeuka, NCCD
(SPTBN2), Hapkonencuun (HCRTR2 Untpon 6), L-2-I'mapoxcurayrapukamunypun, L2ZHGA (L2HGDH), I'y6-
4yaTol JereHepaluy ¢ Mo3xeukoBoi arakcueit 2, SDCA2 (ATP1B2), IIporpeccupytomeii HelipoHansHOH abno-
Tpodun, MHOXXECTBEHHOH crcTeMHOl nereHepanuu codak, CMSD (SERACI1 3Oxk3on 15), HeonatansHol Hew-
poakcoHanbHOM auctpodun mioga (MFN2), Heonatansnoii sHuedanonatun ¢ cypoporamu, NEWS (ATF2),
JloOpokadecTBEHHOW CeMEHHOW IOBEHMIILHOW »Tmuenicuu, Pemurtupyromeit ¢okanpHoit smunencun (LGI2),
IOBennnBpHOTO Mapanuya ropTaHu U nonuHelponaruy, [loauHeBponaTuu ¢ TIa3HBIMH AaHOMAIMSAMH U BaKyOJIH-
3armeit HeliponoB, POANV (RAB3GAPI, Porseiinep Bapuant), [Iporpeccupytomeii HelipoHaIsHOW abHOTpO-
¢un, MHoxecTBeHHOU cuctemHoi nerenepamnuu cobak, CMSD (SERAC1 3Dxk3o0u 4), M03:KXeUKOBOH aTaKkCHH,
IIporpeccupyromeli panHeir Mo3xeukoBoit atakcuu (SEL1L), HacnencTBeHHOW CeHCOPHO-BETE€TAaTUBHOW HEWH-
pomatuun, CuaapoMa akpaimsHOTo yBeubs, AMS (GDNF-AS), Cuaapoma Tpscymierocs meHka, [ enepann3oBan-
HOTO CHHJIpPOMa TpeMopa, cBsizaHHoro ¢ X-xpomocomoit (PLP), 'nnmomuenuunzanun u tpemopa (FNIP2), Crn-
HOMO3KEUKOBOH aTtakcuu, ATakcuu ¢ no3gauM HadanoM, LoSCA (CAPNI1), [lonuneBponatun, NDRGI I'peii-
xayHq Bapuant (NDRG1 DOx3on 15), [Tomuaesponatin, NDRG1 Ansicka-manamyt Bapuant (NDRG1 Ok3oH 4),
MozxeukoBoii runomiazun (VLDLR), I'ybuaroii nerenepanuu c¢ mozxeukoBoi artakcueid 1, SDCAI, SeS-
AME/EAST cunnpoma (KCNJ10), CnuHOMO3XE€UKOBO# aTakcuu ¢ Muokumuen w/mmu cympoporamu (KCNJ10),
Ounedanomatnn AsickuHCkoro Xacku, bonesnun JIu mogoctporo teuenus (SLC19A3), JlerenepaTUBHOM Mue-
nomatuu, DM (SOD1A), bonesnn Anexcanaepa (GFAP), nHapymenuii cepana, JunsaTalmoHHON KapAHOMHUOTIA-
tan, DCM1 (PDK4), Cunapoma ymmaenus oT uaTepBaia QT (KCNQI1), JunsaTannoHHOW KapIHOMHOTIATHH,
DCM2 (TTN), mapymenuii ckenera, Hacnencrsennoro ButamuH-D-pesuctenTaoro paxuta (VDR), Heszasep-
MIEHHOTO OcTeoreHe3a, XpycranpHoi Oosne3nu (COL1A1), HezaBepmieHHOTO OocTeoreHe3a, XpycTaiabHOUW 00-
ne3un (SERPINHI1), Xonapomuctpodun u 3aboieBaHUs MEXIO3BOHKOBBIX nuckoB, CDDY/IVDD, Tuna I
IVDD (FGF4 petporen - CFA12), He3aBepiennoro ocreorenesa, XpycransHoi 6osesnn (COL1A2), Kpanno-
MaHnuOyspHoi octeonatin, CMO (SLC37A2), Jucmnasuu ckenera 2, SD2 (COL11A2), Pacuenuasl ryost
w/umu pacmenunsl Heba (ADAMTS20), Okyno-mucmnasuu ckenera 1, KapiaukoBocTH-AMCIIa3MM CETHYATKH,
OSD1 (COL9A3, Jlabpanop-perpusep), OcreoxoHapoaucmiasuu, Kapmukosocru ckenera (SLC13A1), metabo-
JMYEeCKUX HapynieHui, 3nmokayectBeHHoil runeprepmun (RYRI1), I'mnokaranasun, Axaranazemun (CAT), e-
¢unnTa nupysatnernaporenasa (PDP1), Hapymenuii moyek n Mo4eBoro my3sips, [ umiepypuko3ypun u runepy-
pukeMun uiu MouekameHHou 6onesnn, HUU (SLC2A9), TTomukucro3Hoit 6one3nu mouek, PKD (PKD1), Hed-
pomatuu ¢ norepeit 6emka, PLN (NPHS1), [Iuctunypun Tuma II-A (SLC3A1), IlepBudHONM THIIEpOKCATYPUU
(AGXT), Huctunypun Tumna I-A (SLC3A1), AyrocoMHO-periecCUBHOM HaclieacTBeHHON Hedpomatun, Hacnen-
ctenHoi Hepomatun, ARHN (COL4A4 Dx30H 3), CBsa3aHHON ¢ X-XpOMOCOMOW HaCJIEICTBEHHOW Hedpora-
trerr, XLHN (COL4AS5 Dx3on 35, Camoen Bapuant 2), [uctunypun Tuna II-B (SLC7A9), mouexameHHOM
OoJie3Hy, cBsi3aHHOM ¢ 2,8-murnapokcuaneHutoMm, 2,8-DHA Ypomnurnasa (APRT), Helipombimieunsix Hapye-
Huid, Cunapoma smusoamdeckoro mnanenusi (BCAN), BpoxnenHoro mmacrenmdeckoro cuaiapoma (COLQ),
Bpoxnennoro muactenunueckoro cuapoma (CHAT), Hapymenuit nmmyHHON cuctemsl, Tspkenoro KoMOMHH-
poBanHoro nMmyHnoaeduimra (RAG1), CBszaHHOTO ¢ X-XpOMOCOMOM TSXKEIOro KOMOMHUPOBAHHOTO MMMYHO-
nedurmmra (IL2RG Bapuanr 1), Tspkenoro kombuHupoBanHoro ummyHoaedumura (PRKDC), Ceszannoro ¢ X-
XPOMOCOMOH TspKesloro koMOuHupoBanHoro nmmyHonedunuta (IL2RG Bapuant 2), ledunnra koMIuieMeHTa
3, Hedpummra C3 (C3), KemynouHo-kumednbix Hapymennid, Cuaapoma MMepcnyna-I'pecoeka, CernekTuBHON
Manpabcopbrun kobamammaa (CUBN Dx3on 53), Cuaapoma MmepcnyHa-I'pecOeka, CenekTUBHOW Maibhad-
cop6mru kobanamuuaa (CUBN DOx3on 8), Knuanueckux Hapymenuid, MDR1 UyBCTBUTENLHOCTH K JIEKApCTBEH-
Homy cpenctBy (MDRI1), AktuBHOocTH ananmHaMuHOTpaHchepassl (GPT), [opMoHaNbHBIX HAPYIIEHUH U BPOK-
nenHoro runotupeosa (TPO, Tentepduna-reppep Bapuant). CoriiacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS
PHCK BBIPAXACTCSI KAK BEPOATHOCTh WM OTHOCHUTEIBHBIM PHUCK HAIMYMA Yy WHAWBUAYyyMa T€HETHYECKOTO CO-
CTOSIHUSL MM COCTOSIHHS 370pOBbs. COrNIaCHO HEKOTOPBIM BapUaHTaM OCYILIECTBIEHUS OTHOCUTEIBHBINA PUCK
NPE/ICTaBIsIET COOOH YHMCIIOBOE 3HAUEHHE (HAIlpUMep, OTHOIICHHE OTHOCUTEIBHON YacTOThI) WIIM KaTETOpHaIIb-
HOE 3HaueHue (Harpumep, "B Tpynre pucka', "He B rpymnne pucka" mwin "orcyTcTByeT puck). CorinacHo HeKo-
TOPBIM BapHaHTaM OCYIIECTBIICHHSI CTATYC HOCHTEJNS BBIPaXAeTCs KakK IOJIOXKUTEIBHOE WIM OTPHULATEIbHOE
yKa3aHHE Ha TO, YTO MHIUBHUIYYM SIBIISI€TCS HOCUTENIEM I€HETUYECKOTO COCTOSIHUS UIIK COCTOSHUS 310POBbSL.
CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHS CIIOCO0 JOMOJHUTEIBHO TpelycMaTpuBaeT HACHTH(H-
KaIuio, Ul KaKAOTO W3 OJHOTO WM HECKOIBKUX MHAMBUAYYMOB IONYJISIIMU TECTUPYEMBIX WHIUBHIYYMOB
OJIHOM MM HECKOJBKHUX MOPOA cobak y MHAMBHAYyMa. COrJIacCHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS CIO-
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co0 JTOTIONTHUTEIBHO MPEIyCMATPUBACT UACHTH(DHUKAIMIO, IS KaXIOTO0 W3 OJHOTO WM HECKOJBKHX HHIIWBH-
JIYYMOB TOMYJISIIAA TECTUPYEMBIX HHIUBUIYYMOB, OJHON MM HECKOJBKUX JOJICH OJHOM WIIM HECKOJNBKHX II0-
pon cobak mHAMBHAYyMa. COTJIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS CIIOCOO JOTONHUTEIHHO Ipeny-
CMaTpHUBAET CO3AaHUE TEHEATOTHIECKOTO APeBa MHOXKECTBA WHANBUIAYYMOB MOIYIISIINN TECTUPYEMbIX WHIAUBH-
nyymoB. CoriaacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHUS COCOO JOMOIHUTEIBHO PEayCMaTPUBAET WACHTH-
(uKaIuro, 1 KaKI0TO U3 OJHOTO WIIM HECKOJIBKUX WHANBHIYYMOB MOMYJALNN TECTUPYEMBIX HHINBHIYYMOB,
TPUCYTCTBHS, OTCYTCTBHS WM pUCKa ()EHOTHIIA WM MpU3HaKa y HHANBHIyyMa. COTrJIacCHO HEKOTOPHIM BapHaH-
TaM OCYIIECTBICHHUA (PEHOTHIT WIIM MPU3HAK BBHIOMPAIOT W3 TPYMIBI, COCTOSIIEH M3: OCHOBHOTO I[BETA HIEPCTH
(HampuMep, TEMHOW WJIM CBETJIOW MICPCTH, IIBETAa MUTMCHTA W pPa30aBICHUS LBETA), MOTUPUKATOPOB OKPACKU
nrepcTy (Harmpumep, CKPBITOTO PUCYHKA, PUCYHKA TeJla M PUCYHKa MOP/IBI), IPU3HAKOB IIEPCTH (HApUMeEp, OK-
packa, JUTHHA IIEPCTH, IMHbKA, TEKCTypa IEPCTH, OTCyTcTBHE epcTH (Trunm MeKCHKaHCKOM ToJIoi cobaku "Kco-
no"), orcyrctBue mepctd (Tun Teprepa), U anbOMHHU3M), MPU3HAKOB Tella (HApUMep, JUIMHA MOPABI, ITHHA
XBOCTa, KOI'TH Ha 33{HHX JIallaX, MyCKyJaTypa ¥ 00beM CIIHMHBL, IIBET TJ1a3), pa3Mepa Teia (HarmpuMep, MEeHbBIITUH,
CPeIHH{ W KPYIIHBIN), TIOBSACHUS (HAPUMEp, aJanTaIisl K BEICOTE), TCHETHYECKOTO pa3Hoo0pas3us (Hampumep,
CTeTICHh HHOPHUIMHTA U Pa3HOOOpa3re MMMYHHOTO OTBETA).

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS CIIOCOO TOMOIHUTEIBHO IPEIyCMaTPHUBACT CO3JAHHE
0T4eTa, KOTOPHIA BKIIOYAET OJHO WIIM HECKOJBKO W3: CTETICHH POACTBEHHOTO OTHOIICHHWS, CEMEHHON B3anMO-
CBSI3H, CTAaTyca MPUCYTCTBUS, OTCYTCTBUS, PUCKA WM HOCUTEISI TEHETHYECKOTO COCTOSIHHS MIIH COCTOSHUS 370-
POBBSI, OJTHOM WIIM HECKOJBLKHUX MOPOJ CO0aK, OAHON MIM HECKOJBKHUX JTOJICH OAHON MM HECKOJBKHUX TOPOJ CO-
0aK, TeHeaJOrMYecKOro JpeBa, CTaTyca MPUCYTCTBHUS, OTCYTCTBHS, PHCKA MIIM HOCUTEIS (CHOTHIIA WIIH TIPH3HA-
Ka ¥ M000# nx koMOuHarmu. COrlIacCHO HEKOTOPBIM BapHaHTaM OCYIIECTBJICHHUS CIIOCOO TOMOJIHHUTEIBHO Ipe-
JlyCMaTPUBACT Mepeaady 0TYeTa BETCPHHADY.

CornacHo Jpyromy acrekTy HACTOSIIEe M300PETCHUE OTHOCUTCS K SHEPrOHE3aBUCUMOMY MAIIHHOYHTAC-
MOMY HOCHTEIIIO, COJICPKAMIEMY BBIOIHICMYIO KOMITLBIOTEPOM MPOrPaMMy, KOTOpasl TPH BEITIOHEHUHN OJHUM
WIA HECKOJILKAMU TPOIECCOPaMU KOMMBIOTEPA BBIMOJHACT JTIFO00H U3 CIIOCOOOB, MPUBEICHHBIX BEINIC WA B
JIPYTO# 9acTH B HACTOSIIIEM JTOKyMEHTE.

CornacHo IpyroMmy aclekTy HacTosIIee M300peTeHHEe OTHOCHUTCS K CHCTEME, COIeprKalleld OUH WIH He-
CKOJIBKO TIPOIIECCOPOB KOMIIBIOTEpA M MAMATh KOMIBIOTEPA, CBA3aHHYIO C HUM. [1aMATh KOMITBIOTEpa COAEPKUT
BBINTOJTHAEMYIO KOMIIBIOTEPOM IIPOTpaMMy, KOTOpasi IPH BHITIOJIHEHIH OJHUM WIJIM HECKOJIBKUMH IIPOLIECCOPAMU
KOMITBIOTEPA BEITIONHACT JII000H M3 CIOCOOOB, MPUBEACHHBIX BHIIIC WM B JAPYrOi 9acTH B HACTOSAIIEM JIOKY-
MEHTE.

JloToTHUTEIBHBIC aCTICKTHI U MIPEUMYIIECTBA HACTOSINETO U300pETECHHS CTAaHYT OYCBUIHBIMU IS CIICIIHA-
JMCTOB B AHHOHM OOJIACTH TEXHHKH HA OCHOBE CIICAYIOIIETO MOJPOOHOTO OMMCAHHS, B KOTOPOM TOKAa3aHBI U
OIKCaHBI TOJHKO WILIIOCTPATHBHBIC BAPUAHTHI OCYIIECTBICHHS HacTosero n3odperenus. Kak OyneT moHATHO,
HACTOsIIee U300PETEHUE MOXKET UMETh JPYTUE U OTIUYHBIC BAPHAHTHI OCYIICCTBICHHS, H HEKOTOPHBIC €ro MpH-
3HAKH JOMYCKAIOT MOAUGMUKAIMN B Pa3IUYHBIX OUCBUIHBIX aCIICKTaX, Bce 0€3 OTKIOHEHUs OT pacKpsiTus. Co-
OTBETCTBCHHO, YCPTEIKU U OMUCAHUE CICAYET PACCMATPHUBATh KaK WILTIOCTPATHUBHEIC TI0 CBOEMY XapaKTepy, a He
KaK OTpaHUYHUTEIbHBIC.

Brurtouenne mocpencTBOM CChUTKH.

Bce myOnmkanmm, maTeHTH ¥ 3asBKH HA MATCHTHI, YIIOMSHYTHIE B HACTOSIIEM OTIMCAHUH, BKIIOYCHHI B Ha-
CTOsIIIee OTHCAaHUE TIOCPEICTBOM CCBUIKH B TOW K€ CTETICHH, KaK €clH ObI KaXkaas OTJAeNbHas MyOInKaIus, ma-
TEHT WJIN 3asBKa Ha MATEHT ObUIa KOHKPETHO M WHAWBHIYAIBHO yKa3aHa KaK BKIIOUEHHAs! MOCPEICTBOM CCHIJI-
Kd. B Tex ciyuasix, koraa myOJarKamyuy U MaTeHTHI WU 3asIBKU Ha MATCHTHI, BKIFOYCHHBIC MTOCPESICTBOM CCBUIKH,
MPOTHBOPEYAT PACKPBITUIO, COACPIKAIIEMYCS B OMUCAHWH, OMUCAHUE PACCMATPUBACTCS KaK MEPBOCTECIICHHOE
W/WIIA IPUOPHUTETHOE 110 CPABHEHUIO C JTFOOBIM TaKUM MPOTHUBOPCUYAIIAM MATECPHUATIOM.

Kpartkoe onucanne yepre:xei

HoBple mpu3HaKU HACTOSIIETO H300PETCHUS MOIPOOHO H3JI0KEHBI B MpHUIaracMoi popmyie u300peTeHusl.
Jlydiee moHMMaHUE IPU3HAKOB ¥ MIPEHMYIIECTB HACTOSIIETO U300PETEHUS OYAET MOJIYUYCHO ITyTeM OOpaleHus
K CIIEAYIOIIEMY ITOIPOOHOMY ONMCAHWIO, B KOTOPOM IMIPHUBEICHBI WUTIOCTPATHBHBIC BAPHAHTHI OCYIIECTBICHUS, B
KOTOPBIX UCTIOIB3YIOTCS MPUHITUIIBI H300pETEHUS, B IIpHIaraeMbIM depTexkam (Takxke "durypa" un "dwur. ", rre:

Ha ¢ur. | IpUBeICH WLTIOCTPATUBHBIN CIIOCO0 OIEHKH CTETIEHH POICTBEHHOTO OTHOIIEHUS MEXIY OBYMS
WHANBUAYYMaMH TUTUIONTHOHN IMOMYJISIIAN COTIIACHO HEKOTOPHIM BapHAHTaM OCYIIIECTBICHUS.

Ha ¢ur. 2 mpommrocTpipoBaHa BEIYHCIUTENbHAS CHCTEMa, KOTOpas 3alporpaMMHUpPOBaHa MM WHBIM 00-
pa30M BBITIOJTHEHA AJIS BBITIOJTHEHHUS CIIOCO00B, PACKPHITHIX B HACTOAIIEM JOKYMEHTE.

IMoapoGHoe pacKkpbITHE HACTONAILET0 H300peTeHUSs

XO0TsI B HACTOSIIEM TOKYMCHTE TIOKa3aHbl M OMUCAHBI PAa3JINYHBIC BAPUAHTHI OCYIICCTBICHHUS HACTOSIICTO
U300peTeHMsI, CIICIIHAIICTaM B JaHHOW 00JIaCTH TEXHUKH OYCBUIHO, YTO TAKUEC BAPUAHTHI OCYIICCTBICHHUS MIPH-
BEJICHBI TOJILKO B KadecTBe mpuMepa. CHEeNUanvucThl B TaHHOH OOJIACTH TEXHUKH MOTYT MPHHTH K MHOTOYHC-
JICHHBIM BapHUAIlVsIM, H3MCHCHISIM U 3aMEHaM, HE OTKJIOHSIOMIMMCS OT HACTOSIIEro n3ooperenus. Ciemyer mo-
HUMATh, YTO MOXKHO MPHUMCHATH PA3JUYHBIC aJbTCPHATHUBBI OMUCAHHBIM B HACTOSAIIEM JOKYMEHTE BapHUaHTaM
OCYILECTBIICHHUS N300pETEHUS.

Hcnonp3yemsie B onvcaHuy U (OPMYyTIe HACTOSINEro M300peTeHus (GOpMBbI eHHCTBEHHOTO YHCIA BKIIIO-
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4aroT (OpMy MHOXKECTBEHHOTO YHCJIA, €CJIM M3 KOHTEKCTa SIBHO HE cienyeT nHoe. Hampumep, repmun "obpazer”
BKJIFOYAET MHOXECTBO 00pa31IoB, BKIIOYast UX CMECH.

B xoHTEKCTE HACTOSAIIETO N300peTEeHUS TepMHUH "CyOBEKT" B 00IEM OTHOCUTCS K OOBEKTY W Cpelie, KO-
TOpBIE 00AAIOT TECTUPYEMOU WIIM OOHapyKMBaeMol reHetndeckoi mHpopmarmen. CyObeKTOM MOXKET OBITh
YeNIOBeK, MHAUBUIAYYM WX maruedT. CyOBeKT MoXxKeT OBITH MMO3BOHOYHBIM, TaKUM Kak, HalpuMmep, MIIEKOIH-
tarommee. HeorpannunBaromiie mpuMepsl MICKOUTAIOMINX BKIFOYAIOT JIO/IEH, 00€3bsH, CETbCKOX03SIICTBEHHBIX
JKUBOTHBIX, CIIOPTUBHBIX XUBOTHBIX, TPHI3YHOB H JOMAITHUX JKUBOTHBIX (HaIpUMep, MCOBBIX, TAKUX Kak coda-
KM, WUTH KOITaYbUX, TAKUX Kak KOmKH). CyObeKT MOKET HMETh HOPMAaJIbHOE WIM HEHOPMAaJIHbHOE COCTOSTHHE 3]10-
POBBsI, WM (PU3UOJIOTHUECKOE COCTOSHUE, WM YCIIOBHE, WM MTOJJ03PEBAThCA B HATMYMHM HOPMAJILHOTO MJIM He-
HOPMaJIFHOTO COCTOSIHHS 3/I0POBBSI, WIIH (DH3HOJIOTHYECKOTO COCTOSIHUS, WM ycioBHs. CyObEeKT MOXKET IpOsB-
JSITh CUMIITOM (CHMIITOMBI), CBHICTEILCTBYIONINH (CBUAETENLCTBYIOINE) O COCTOSHUY 3JI0POBBS, WIH (hU3HO-
JIOTHYECKOM COCTOSIHMM, WM YCJIOBUH. B KauecTBe albTepHATHBBI CYOBEKT MOXET OBITH OECCHMITOMHBIM B
OTHOIIICHUH TaKOTO COCTOSIHUS 3I0POBBSI, WIIN (PU3NOTOTUYECKOTO COCTOSIHUS, MIIH YCIIOBHSL.

B xoHTekcTe HacTosmero n300peTeHnsl TEpMHUH "HYKJICHHOBAsI KUCJIOTA" WM "HONMHYKIeoTH" B 00IIeM
OTHOCHTCS K MOJIEKYJIe, ColleprKaleil OJHy MIIM HECKOJIBKO CYOBeINHHUI] HYKIEHHOBOI KHUCIIOTHI MITH HYKJICOTH-
noB. HykirlenHOBast KHCIOTa MOXET BKIIOYAaTh OJUH WJIM HECKOJBKO HYKJICOTHIOB, BEIOPAHHBIX M3 aJCHO3MHA
(A), nurosuna (C), ryanuna (G), tumuna (T) u ypanmna (U) nium ux BapuadToB. HykineoTua B 001IeM BKIIOYAET
HYKJICO3H]] ¥ TT0 MeHbIel mepe 1, 2, 3,4, 5,6, 7, 8,9, 10 wu 6onee dpocdatabrx (PO3) rpynm. Hykneotum mo-
JKET BKITIOYATh a30THCTOE OCHOBAHHE, MATUYTIEPOAHBIN caxap (JInbo prbo3y, MO0 ne30KCHprbdo3y) U OJHY WIIH
HECKOJIbKO (hoCGhaTHBIX TPYII MO OTACIBHOCTH WM B KOMOWHAIMK. PHOOHYKICOTHIB TPEICTABISIOT COOOH
HYKJIEOTH/IBI, B KOTOPBIX caxapoM sBisieTcsi pudo3a. Jle30KcHprOOHyKICOTHIBI IPEACTABISIIOT CO00i HyKIIeo-
THIIBI, B KOTOPBIX caxapoM sBJIsieTcs le30Kkcupuoo3a. Hykineotnn MoxeT ObITh HyKJIeo3uaMoHopochaToM Ml
Hykieosuanommdocharom. Hykneotna MoxeT nmpeacTaBisITe cobol ne3okcupubonykieozuanonugpocdar, ta-
KOW Kak, Hanmpumep, aezokcupudonykieosunrpudocdar (ANTP), koTopslii MOKET OBITH BHIOpaH M3 JE30KCHA-
nenosuntpudocdara (dATP), nezokcumurupunrpudocdara (dCTP), nezokcuryanosunrpudocdara (dGTP),
ypunuaTpudocdara (dUTP) u gezoxcutumuanu tpudocdara (dTTP), ANTP, koTopbie BKIIOYAIOT OOHAPYKH-
BaeMble METKH, TaKHe KaK JJIOMUHECIICHTHbIC METKH WJIM MapKepsl (Harpumep, guryopodopsr). Hykineotun mo-
JKEeT BKITIOYATh JIO0YI0 CYOBEAMHUILY, KOTOpast MOXKET OBITh BKIIFOUEHA B PACTYILYIO IETh HYKJIEHHOBOH KHCIIO-
ThI. Takoi#t cyorenuanneit moxet O0bITh A, C, G, T wim U nnm mrob6as apyras cyObenuHuIa, crenuduaHast 1is
OJTHOTO WMJIM HECKOJBKUX KoMmIuieMeHTapHbiX A, C, G, T unu U, uinm koMIuieMeHTapHas mypuny (T.e. A wim G,
WK uX BapuaHT) win nupumuanny (t.e. C, T wnn U, mim ux BapuaHT). B HEKOTOpPHIX mpuMepax HyKIEHHOBas
KHCJIOTa TPE/ICTaBIsIET co00l ne3okcuprbonykiaenHoByro kucnoty (JAHK), pubonyknennosyto kucnory (PHK)
WM MX TIPOM3BOJIHBIE WIIM BapuaHThl. HyKIIeMHOBAsE KHCIIOTa MOXKET OBITh OJJHOLICTIOYEYHON MM JABYXIETIOYey-
HOH. MoJieKysia HyKJIEHHOBOH KHCJIOTHI MOXKET OBITH JIMHEHHOM, M30IHYTON WM KPYTJIOW WIIH JII000H UX KOM-
OHMHAIHCH.

B koHTekcTe HacTosmero M300peTeHNsl TEPMUHBI "MOJIEKyla HyKJICHHOBOM KHCIOTHI", "MocieaoBaTeb-
HOCTb HYKJICMHOBOH KHCIOTHI", "(hparMeHT HyKJICHHOBOM KUCIOTHI", "OJIUTOHYKICOTHT" M "MOJMHYKICOTH " B
00I1IeM OTHOCATCS K MOJUHYKICOTHAY, KOTOPEI MOKET UMETh PA3NIUYHYIO JJIMHY, TAKOMY Kak JHOO IE30KCH-
pubonykiIeoTuabl, o0 pudoHykineotuasl (PHK) mnm ux amamorun. Mosekynna HYKIEHHOBOW KHUCJIOTHI MOXET
WMETh JJINHY TI0 MEHBIIeH Mepe okoio 5 ocHoBanui, 10 ocHoBanmit, 20 ocHoBaHui, 30 ocHOBaHuH, 40 OCHOBa-
uuii, 50 ocnoBanuii, 60 ocHoBanmii, 70 ocuoBanuii, 80 ocuoBanuii, 90, 100 ocuosanuii, 110 ocHoBanmii, 120
ocunoBanuii, 130 ocuoBanuii, 140 ocnoBanmii, 150 ocHoBanuii, 160 ocnoBanuii, 170 ocnoBanwmii, 180 ocHOBaHMIA,
190 ocuoBanuii, 200 ocnoBanwuii, 300 ocnoBanuii, 400 ocnoBanwuii, 500 ocHoBaHumii, 1 TeIcsiUa Map HYKJICOTHIOB
(T.mu.), 2 T.ILH, 3 T.ILH., 4 T.ILH., 5 T.MLH., 10 T.I.H. wix 50 T.I.H. WIA MOXXET UMETh JTHO00EC YHCIO OCHOBAHHUU
MEK1y JIFOOBIMH JIByMs U3 BBIIICYOMSHYTHIX 3HaueHUH. ONUTOHYKIICOTH]] B OOILIIEM COCTOHT U3 ONPEACICHHOM
MIOCJIC/IOBATEILHOCTH YETHIPEX HYKJICOTHIHBIX OCHOBaHMH: afeHnHa (A), nurosuHa (C), ryanuna (G) v THMUHA
(T) (ypaumna (U) Bmecto TumuHa (T), koraa noiaunykiaeotnn npeacrasisier codoit PHK). Takum o6paszom, Tep-
MHHBI "MOJIEKYJ1a HyKJICMHOBOH KHUCIIOTHI", "TIOCIIEI0BATEIBHOCTh HYKJIICHHOBOM KHCIOTHI", "(parMeHT HyKJIeu-
HOBOW KHCIOTHI", "ONMMTOHYKICOTH" W "MONMHYKICOTH " 0 MEHBIIEH Mepe YacTUYHO TpeTHa3HAYCHBI JIJIS
anaBUTHOTO MPECTABICHNS MOJIEKYIIBI TOJIMHYKICOTHAA. ANBTEPHATHBHO, TEPMHUHBI MOTYT OBITH IPAMEHEHBI
K caMOH MOJEKyJe MOJUHYKICOTHAa. DTO andaBUTHOE IPEACTABICHHE MOXKHO BBOIWTH B 0a3bl JaHHBIX Ha
KOMIIBIOTEPE, UMEIOIIEM EHTPAIBHBIN MPOIECcCop, W/FIN UCIIONB30BaTh ISl MPHIIOKEHUH OHOWH(pOPMATHKH,
TakuX Kak (yHKIHOHAJIbHAS T€HOMHKA M MOMCK roMoJoruH. OJUTOHYKICOTHIB! MOTYT BKIIOYATh OIWUH WIIH
HECKOJIBKO HECTAaHAAPTHBIX HYKJICOTH/IOB, aHAJIOTOB HYKJICOTHAOB W/UITH MOIU(PHUIIPOBAHHBIX HYKICOTHIOB.

B koHTekcTe Hacrosmiero n3o0OpeTeHust TepMUH "oOpazen” B 00IIEeM OTHOCHTCS K OHOIOTHYecKoMYy 00-
pasiy. [Ipumeps! Onosornueckux oOpas3loB BKIIOYAIOT MOJIEKYJIBI HYKJICHHOBBIX KHCJIOT, aMUHOKHCIIOTHI, I10-
JIMIICTITU/IBI, OCJKH, YTIEeBOJBI, )KUPBI WM BUPYCHL. B mpumepe Ononormdeckuit oOpaser npeacrasiser co0oi
o0paser HyKJICHHOBOIM KHCIIOTHI, BKITIOYAIOINH OJTHY WJIM HECKOJIBKO MOJIEKYJ HYKJIEHHOBOW KHCIIOTHL. broio-
THYECKUI 00paser MOXKEeT co/lepkKaTh 00pa3ibl KPOBHU, 00pa3Libl CIIOHBI, 00pa3ibl Ma3KoB, 00pa3Ibl KIETOK W
00pasipl TKaHeH WM OBITh MOJy4eH M3 HUX. MOJIEKyJbl HyKJICHHOBOH KHCIIOTBHI MOTYT NPECTaBISATh COOOM
OCCKIIETOUHBIE MOJIEKYJIBI HYKJIEMHOBOM KHCIOTHI, Takue kak Oeckierounas JJHK (cIIHK) nmm GeckneTounas
PHK (cfPHK). Mosekynbl HyKJI€HHOBOH KACIOTHI MOT'YT OBITH ITOJIYYSHBI U3 PA3TUYHBIX HCTOYHUKOB, BKITFOYAS
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MCTOYHMKH YeJIOBEKa, MICKOMHUTAIOIIETO (HampuMep, co0aKH), MIICKOITUTAIOIIET0, OTIMYHOTO OT YeJloBeKa, de-
JIOBEKOOOPAa3HBIX 00€3bsH, MaKak, IMMITaH3¢, penTwinid, ampuouil wimm nrun. Kpome Toro, 00pas3ibl MOTYT
OBITH PKCTPATWPOBAHBI U3 PA3IUIHBIX JKUAKOCTEH KUBOTHBIX, BKIIOUAs 0€3 OrpaHHYCHHS 00pa3lbl KHUIKOCTEH
OpraHm3Ma, Takue KaK KpOBb, CHIBOPOTKA, ITa3Ma, CTEKJIOBHAHOE TEJIO0, MOKPOTAa, MOYa, CJIE3bl, TOT, CIIOHA,
criepMma, BBIJICJICHHUS W3 CIU3UCTBIX 00O0JOYEK, CIIN3b, CIIMHHOMO3TOBAs KHUIKOCTh, IepeOpPOCTIMHANBHAS KU~
kocTh (CSF), meBpanbHas XKAIKOCTh, TIEPUTOHEATbHAS YKUIKOCTh, AMHAOTHYECKAs XHUAKOCTh, TMM(pa U T.II.
Bronmormueckne o0pas3mbl MOTYT OBITH B3ATHI HJIM HOJIYYECHBI y CYOBEKTOB C HCHOJIB30BAHUEM MPOOUPKH IS
coopa ¢ sTrneHAnaMuHTeTpaykcycHor kuciotoi (EDTA), mpobupku mist coopa Gecknerounoit PHK (manpu-
Mep, Streck) wmm mpoOupku mis cobopa 6eckiretounoit JJTHK (mampumep, Streck). Buonorudyeckue o6pasisr Mo-
TYT OBITh TOJYYCHBI U3 00PA3IOB LEJIbHOIM KPOBU MyTeM (hpaKIHOHUPOBaHUS. bromornyeckue o0Opasibl WK UX
MPOM3BOJIHBIE MOTYT COZIEpXKaTh KiIeTkHu. Hampumep, Ononorndeckuii oopasen MOXET NPEACTaBISATh cO00H 00-
pasen KpoBH WM €ro MPOM3BOAHOE (HAarpHuMep, KPOBb, COOPaHHYIO C MOMOIIBIO IPOOMPKH A1 cOOpa WM Ka-
MAroIeH KPOBH) WIIM 00pa3el] KIeTOK WM TKaHHU (HarmpuMmep, Ma3ok).

B xoHTEeKcTe HacTosAmIero M300peTeHnsT TEepMHUH "IeTbHasl KPOBB" B 00IIEM OTHOCHTCS K 00pasily KpOBH,
KOTOpBHI HE OBUT pa3felieH Ha TOJKOMIIOHEHTHI (HampuMep, MOCPEICTBOM IeHTpudyrupoBanus). llempHas
KpOBbL 00pasia kpoBu MoxeT comepxath cLIITHK w/unmn JTHK 3apoasimesoii muann. JTHK nensHOM KpoBU (KO-
topas moxet coaepxath cf JIHK n/mmu JTHK 3aponsimeBoit IMHUN) MOXKET OBITh U3BIIeUeHA U3 00pa3Iia KPOBH.
IIpourenus cekpenuponanus JJHK mensHOM KpoBH (KOTOPBIE MOTYT COEPKAaTh MPOYTECHUS CEKBEHUpOBaHUs cf
JHK wn/nnm cekBenuponanus JITHK 3apopimeBoii auHum) MOTYT OBITH W3BJIedeHb! U3 JIHK 11e16H0# KpoBH.

CornacHO acmeKTy HacTosImee H300peTeHHe OTHOCHUTCS K KOMITBIOTEPH3MPOBAHHOMY CIIOCO0Y OIICHKH
CTETICHU POJICTBEHHOTO OTHOIICHUS MEXAY IBYMS WHIUBHAYYMAMH JIUILIOWIHOMN MOIYISAIUH, TPEAyCMaTPH-
BaronieMy: (@) MmoJryuyeHHe TalUIOTHIIMYCCKUX TAHHBIX JUI MOMYJSIHAN TECTHPYEMBIX WHIUBUAYYMOB, TPUYEM
ralioTUIIMYECKUE JaHHBIE COJEP)KaT MHOXKECTBO TEHETHUECKUX MapKepoB, OOLIMX JUIsl MOMYJIALUHN TECTUPYe-
MBIX HHIUBUIYYMOB, (b) pa3lelicHue rarioTHITHYECKUX JaHHBIX HA CETMEHTHI HA OCHOBE MHOXKECTBA TCHETHYC-
CKUX MapKepoB, (C) U KakKJOW MOMYISIUU TECTUPYSMBIX HHIUBHIYYMOB: (i) COIIOCTaBICHHE HA OCHOBE MHO-
JKeCTBa FT€HETHIECKUX MapKEePOB CETMEHTOB TaINIOTHIMYECKUX JAaHHBIX, KOTOPBIE HACHTUYHBI IO TIPOUCXOXKIe-
HUIO, MEKIY TEPBHIM WHANBHIYYMOM U BTOPHIM MHIUBHAYYMOM CPEIH IOMYJIIIHUN TECTHPYEMBIX WHAWBUAYY-
MOB, TIpUYeM KaXXIbIi W3 COBIIABIIMX CETMEHTOB MMEET IEPBBIA pa3Mep, KOTOPHIHA IMPEACTaBIsAeT COOOW IO
MEHbILIEH Mepe MPeIBAPUTEIILHO OINPEICICHHBIN MOPOTOBBIN pa3Mep, U COAEPKUT 10 MEHBIIIEH Mepe peaBapu-
TEJHHO OMPENETICHHOE YHCII0 TeHETHIECKIUX MapKepoB, (ii) JUTsl Ka)I0T0 U3 COBIIABIINX CETMEHTOB MEXIY Tep-
BBIM WH/AWBUIYYMOM W BTOPBIM HHIMBHIYYMOM: pa3/IcIIEHUE COBIABIIETO CETMEHTa Ha MHO)KECTBO AUCKPETHBIX
TCHOMHBIX UHTCPBAJIOB, OI[CHKY Ka)KIOTO U3 MHOXECTBA JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB Ha OCHOBE (i) cTe-
TICHHU COBIAJICHUS 10 TOMO3UTOTHOCTH JUCKPETHOTO TEHOMHOTO WHTEpBAJIa Y MEPBOr0 WHIUBUAYYMA HIIH BTO-
poro uHIUBUAYyMa WK (ii) CTENeHH MOMAPHOTO COBIAICHUS TUCKPETHOTO T'€HOMHOT'O MHTEpBalia MEXIy MHep-
BBIM MHIWBHYYMOM U BTOPBIM WHIWBUAYYMOM, C IMOJyYCHHEM TaKUM 00pa30M MHOXKECTBA OLICHOK, KOPPEKTH-
POBKY MHOXECTBA OIIEHOK Ha OCHOBE COTJIaCOBAHHOCTH MHOJKECTBA OLIEHOK, MOJTy4asi TAKUM 00pa3oM MHOXKECT-
BO CKOPPEKTHPOBAHHBIX OLICHOK, M NMPHUCBOCHNUE MHOXKECTBA BECOB MHOXECTBY IMCKPETHBIX T€HOMHBIX HHTEp-
BaJIOB HA OCHOBE MHOKECTBa CKOPPEKTUPOBAHHBIX OLIEHOK MUCKPETHBHIX TEHOMHBIX MHTEPBAJOB, U (iii) BBIUKC-
JICHHE B3BEIICHHOW CYMMSBI JJIS MHOXXECTBAa AMCKPETHBIX T'€HOMHBIX MHTEPBAJIOB COBIABIIETO CErMEHTa Ha
OCHOBE MHO)XECTBa CKOPPEKTHPOBAHHBIX OIICHOK M MHOKECTBa BecoB, H (d) OIEHKY CTENEeHH POJCTBEHHOTO
OTHOIIICHHS MEXAY MEePBBIM MHAWBHAYYMOM M BTOPBIM MHIMBHAYYMOM Ha OCHOBE B3BEIICHHBIX CYMM COB-
MABIINX CETMEHTOB.

Ha ¢ur. 1 npusenen wutoctpatuBHbIi criocod 100 OLEHKH CTENEHN POACTBEHHOTO OTHOLICHUS MEXIY
JIBYMsI MHAUBUAYYMaMH TUTUTOMIHOW MOIMYJISIIIH COTJIACHO HEKOTOPHIM BapHaHTaM OcyliecTBieHus. Ha craaim
102 crmoco6 100 MokeT mpeaycMaTpiBaTh MOJYYCHHUE TAIIOTHITMICCKUX JAHHBIX JUISI MOMYIISIIIAN TECTUPYEMBIX
WHIUBUAYYMOB. HamprMep, rarutoTHIMYECKUe JaHHBIC MOTYT COJACPKATh MHOXKECTBO TEHETHICCKHX MapKepOB,
001X JUTS HOMYJISILUK TECTUPYEMbIX MHANBUAYYMOB. 3ateM, Ha ctaauu 104, coco6 100 moxer mpexycmar-
pHUBaTh pa3ciicHHE TalNIOTUIHYCCKUX TAaHHBIX HA CETMEHTHI HA OCHOBE MHOXKECTBA TCHETUYCCKUX MapKEPOB.
3arem, Ha ctaguu 106, A Kaxa0H MOMYJANNNA TECTHPYEMBIX HHANBUAYYMOB croco0 100 MoxkeT mpemycMar-
pPHUBATh COIMOCTAaBJICHHE HA OCHOBE MHOXKECTBA TCHETHUECKHX MapKEepPOB CETMEHTOB TaITIOTUIHYECKUX JTaHHBIX,
KOTOpPBIE MICHTHYHBI MO MPOUCXOKICHUIO, MEXIY TEPBBIM WHIWBUAYYMOM H BTOPHIM HHIUBHAYYMOM CpEId
MOIYJISIIIUHA TECTHPYEMBIX WHAWBHAYYMOB. HamprmMep, KakIplii U3 COBIABIINX CETMEHTOB MOXKET MMETh Iep-
BBII pasMep, KOTOPBIH TPEACTaBIIeT COOOW MO MEHbBIIEH Mepe MpeIBapUTEIIbHO ONMpPENSICHHBINH TOPOTOBBIN
pa3mep, U coiepkaTh [0 MEHBIIEH Mepe MPEeABAPUTENRHO ONMpPEICTICHHOE YUCIIO TeHETHYeCKUX MapKepoB. 3a-
TeM, Ha craguu 108, A KakI0H MOMYJISIIUE TECTUPYEMBIX HHANBUIYYMOB criocod 100 MoskeT mpegycmarpu-
BaTh JUIS Ka)XIOTO U3 COBIABIINX CETMEHTOB MEXKIY IEPBBIM WHAWBHAIYYMOM U BTOPBHIM WHAUBUAYYMOM: ()
paszeneHre COBIABIIETO CETMEHTa Ha MHOXKECTBO JIMCKPETHBIX T€HOMHBIX HHTEPBAJIOB, (b) OIEHKY Ka)KIOTo u3
MHO)KECTBA JINCKPETHBIX TEHOMHBIX WHTEPBAJOB, C MOJyYCHHEM TaKUM 00pa3oM MHOXKECTBa OLEHOK, (C) KOp-
PEKTHPOBKY MHOYKECTBA OIICHOK, IOJTydasi TAKUM 00pa3oM MHOKECTBO CKOPPEKTHPOBAHHBIX OIEHOK, U (d) mpu-
CBOCHHEC MHOXECTBa BECOB MHOXKECTBY TUCKPETHBIX TCHOMHBIX HHTEpBAIOB. COTJIaCHO HEKOTOPHIM BapUaHTaM
OCYILIECTBIICHHUS Ka)KI0€ U3 MHOXKECTB AMCKPETHBIX T€HOMHBIX MHTEPBAJIOB OICHUBAIOT Ha OCHOBE (i) CTeIeHH
COBIIAJICHUS 110 TOMO3UTOTHOCTH TUCKPETHOTO T€HOMHOTO MHTEpBaja y MEPBOTO MHIWBUAyYMa WM BTOPOTO
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WHIUBUAYYMa, W/uu (il) CTENCHH MOMAPHOTO COBIAJCHUS TUCKPETHOTO TCHOMHOTO WHTEpBAJla MEXK/Y ITEPBBIM
WHIUBUAYYMOM H BTOPHIM HHAUBAAYYMOM. COTJIaCHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS MHOXKECTBO OIle-
HOK KOPPEKTHUPYIOT Ha OCHOBE COTJIACOBAaHHOCTH MHOKECTBa OIeHOK. COTTacCHO HEKOTOPHIM BapHaHTaM OCYIIIe-
CTBJICHHUS] MHOXECTBO BECOB MPHCBAUBAIOT MHOXECTBY AMCKPETHBIX TEHOMHBIX HHTEPBAJIIOB HA OCHOBE MHOXE-
CTBa CKOPPEKTHPOBAHHBIX OIICHOK TUCKPETHBIX TCHOMHBIX HHTEPBAJIOB.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS CIIOCO0 ISl OIEHKH CTENCHH POJCTBEHHOTO OTHOIIE-
HUS MEXIy IByMS WHAWBUAYYMaMH IUIUIOMTHON MOMYJISAIMHA MOXET MPeIyCMaTpUBAaTh BBIUYUCICHHE KOdPQH-
mueHTa poacTBeHHOro otHomeHuss (COR) mMexny mapamMu WHIUBHIYYMOB (HampuMmep, cobak) cpeau TOIyJIs-
un. Ha ocHoBe BerumMcieHHBIX 3HaueHU COR 118 KaXXI0TO WHAWBHAAYYMa B MOMYJIAIHUU MOXKET OBITH CO3IaH
MEPEYCHb, KOTOPBIN COJCPIKUT TIEPEUCHb OMMKANIITINX TEHETHYCCKUX POJICTBCHHUKOB HHIUBUAYyMa. Hampumep,
TaKOW MEepPEYCHb POJCTBCHHUKOB MOXET OBITH oTcopTHpoBaH N0 yosiBanuro COR. Kpome Toro, cBsi3u B colu-
ANBHBIX CETAX MOTYT OBITh TOTy4eHBI Ha ocHOBe COR Mex 1y NByMsI CBSI3aHHBIMH WHAWBUAYYMaMU (HAIpuMep,
BJIaJICIIBLIAMH POJCTBEHHBIX CO0AK).

Hpyrue cnocoOsl BerumciaeHus 3HadeHnii COR amst cobak MOTYT HCIONB30BAaTh POOCIOBHBIC, KOTOPHIC
MOTYT COCTOSITh M3 "TEHEAJOTHMYECKOTO JpeBa'", 0TOOPaKAIOMIETO MPEAKOB COOAKH M APYTHX POJICTBEHHUKOB.
Takue cocoOBI MOTYT OBITH OTPaHWYCHBI [0 MEHBIICH Mepe TeM, 9TO OHM HE MOTYT OBITh MCIOJIH30BAHBI IS
ornieakn COR miist cobak 6e3 m3BecTHOH WH(MOPMANMK O POJOCIOBHOHN (HampuMep, COXpPaHEHHBIX YKUBOTHBIX).
Kpome Toro, ucmonp3oBanue pomocioBHBIX s Beraucienne COR Taxke MOkeT OBITh TPOoOJIeMaTHIHBIM, TTO-
CKOJIBKY TOYHOCTH MOKET OBITh HEMOCTOSHHO BBICOKOH, POJOCIOBHBIE MOTYT IIPEIOCTABIATH WH(POPMAIHIO O
MPOMCXO0XICHUH TOJIBKO TSI HECKOJIBKUX TOKOJICHUH M POIOCIIOBHBIE MOYKHO MCIIOJB30BATh ISl BEIYHUCICHUS
ToNbKO "oxkumaemMoro" poxactea (Hampumep, komudectBo JJHK, koTopoe, kKak okumaeTcs, SIBISETCS OOIIAM ISt
JIByX MHIUBUIYYMOB Ha OCHOBE MX POJCTBa). B o0meM, (aktudeckoe poICTBO JBYX HHIUBHIYYMOB (HAIpH-
Mep, co0aK) MOXKET TaKkXKe 3aBHCETh OT CilydaiHol cerperauuu u nepepaun JJHK mo reneanormyeckomy apeBy,
U JJI TOYHOTO BBIYUCIICHUS POJICTBA MOXET MOTPEOOBATHCA UACHTU(DUKAIMS U MoAcYeT oommx yuacTkoB JJHK
MEXKy KUBOTHBIMHU. XOTS HEKOTOPBIC CITOCOOBI MOXHO HCIIOJIB30BaTh s (ha3upOBaHUS TCHOTHITMICCKHUX JaH-
HBIX U HICHTH(UKAINN OOIINX YYaCTKOB MEXIY WHAMBHIYYMaMH, MOKET BOSHUKHYTh CTaTUCTHYECKAs CIIOXK-
HOCTh OTJIMYHS yYaCTKOB, KOTOPBIC SIBIAIOTCS MCTUHHO MICHTHYHBIMH 10 HACIIEACTBEHHBIM y9acTKaM, OT TeX,
KOTOPBIE SBISIIOTCS CTaTUCTUYECKUMU apTeaKTaMH, JJIs HaJIC)KAIlero B3BEIINBAHUS YIaCTKOB IPH BBHIYHCIIE-
Hur COR u mis 006paboTKM HMIyMOB B JaHHBIX OT CTPYKTYPHBIX BapHAHTOB M OTCYTCTBYIOIIMX FUTM HEKAayeCT-
BEHHBIX MapKepOB.

Kpowme Toro, momxons! k Berauciennto COR Mexay cobakamMu OKa3bIBaOTCS 00Jiee CIOKHBIMHE 110 CpaBHE-
HUIO C JIFOJbMH H3-32 TOPa3I0 0oJiee BBICOKOW YaCTOTHI HHOPUAMHTA Y CO0AK, UM Y TUITHYHBIX MOMYJISIUHN JIF0-
neii. [IpusHaBas 3Ty HEOOXOAMMOCTb HACTOsIIEE M300pETEHHE MPEAOCTABISET CIIOCOOBI U CHCTEMBI JUIS OIIpe-
nenennst COR (Hampumep, Mexay codakamu), KOTOpbIE YUUTHIBAIOT HHOpHIUHT nipu onpenenean COR mexay
JIBYMs MHIMBHIyyMamu. Hampumep, mapa qByx cuOCoB B ayTOpeaHON momyisinuu MoxeT umets COR mpuomu-
3utenbHO 0,5 MO CPaBHEHHIO C APYroi Mapoi u3 ABYX CHOCOB B HHOPEIHON MOMYJISINH, KOTOPas MOKET UMETh
COR 0,7 i 6onee. Mcnonp3ys criocoObl M CHCTEMBI COTIACHO HACTOSIIEMY H300PETEHHIO MOKHO ONPE/ICINTh
THI POACTBA MEXIY ABYMS WHAMBHIYYMAMH IaXkKe B TEX CIydasx, KOTJa WHAWBUIYYMBI SBISIIOTCS YacThiO WH-
OpemHbIx momysnuid. HampruMep, BMeCTO oIpeIeNieH sl TOTO, 9TO Kakaas napa aAByx codak ¢ COR, pasubsM 0,5,
UMEET POJICTBO, TOAOOHOE POJCTBY IIOJNHBIX CHOCOB, MOXKHO TPHMEHSATH CIIOCOOBI M CHCTEMBI COTJIAaCHO Ha-
CTOAIIEMY M300PETEHHIO JJISI TOTO, YTOOBI PAa3MUNTh MEPBEIA Ciydail, B KOTOPOM KOHKpETHas mapa codak ¢
COR 0,5 sBISIOTCS TMOTHBIMH CHOCAMH, TI0O CPABHEHHUIO CO BTOPBIM CIIydaeM, B KOTOPOM Jpyras mapa cobak ¢
COR 0,5 cBs3aHa Kak Js51/TeTA-TUIEMTHHUK/ TUICMSTHHATIA B MHOPETHOW JIMHUY.

Kpowme Toro, Crioco0bI U CUCTEMBI COTJIACHO HACTOSIIEMY H300PETCHHIO MOXHO MPUMEHSTH JJIs JoOaBIIe-
HUS [IECHHOTO COIMAJbHOTO KOMIIOHEHTA K Pe3yJIbTaTaM TeHETHYECKOTO aHanm3a cobak. [1o3Bomsis Biamenpnam
co0ak HampPsSMYIO CBA3BIBATHCS JIPYT C APYrOM HAa OCHOBE POJICTBA UX IMHUTOMIICB, OHH MOTYT MOIYYaTh OOJbIIE
UHQOPMALIUYU OT BIAACIBICB POACTBEHHBIX COOaK 00 MCTOPHH MX COOCTBCHHOW COOAKH (HAIIPUMED, 3TO MOXKET
OBITh BAXKHOU WJIM JKeJaTeIbHOM HH(pOpMAIIMEH IS BIAJCIBICB YCHIHOBICHHBIX CO0AK) M MOTCHITMATBHEBIX PHC-
Kax ISl 37I0pOBBSI, CB3aHHBIX CO CIOKHBIMH MPHU3HAKaMHU, KOTOPHIE HE SBISIOTCA YaCThIO0 TEHETHUECKOTo aHa-
nu3a (HampuMep, eCJIi OpaT WM cecTpa co0aky B aHaMHe3e 00JIeNId pakoM, Y COOaKH MOXKET OBITh OoJiee BBICO-
KW PUCK Pa3BUTHS paka).

B crioco6ax u cuctemMax COTjlacHO HACTOAIIEMY M300pETEHUIO MOXKHO MCIIOJIF30BATh OWH WIIH HECKOJIBKO
aJTOPUTMOB TSI OTIpeieNieHust cTereHn poactBeHHoro oTHomenus (COR) Mexay AByMs WHAMBUIyyMaMHu (Ha-
npruMep, AATUIONIHOW mommyisun). HampuMep, aumionaHas HOMyJISIHS MOKET MPEICTABIATh cO00i momys-
[IUF0 MJICKOITUTAIONINX (HAPUMED, MOS0 CEMEHUCTBA MCOBBIX, MOMYJIAIUIO KOMIAYbHX, TOMYJISIHIO CIIOP-
TUBHBIX )KHUBOTHBIX WJIH MOMYJISIHUIO IPhI3yHOB). COrJIaCHO HEKOTOPHIM BapUAHTAM OCYILECTBICHUS TOMYJIISIIHS
CEMEICTBA TICOBBIX MPECTABISCT CO00H momy im0 codak. CormacHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHUS
MO SIS COOaK COMEPIKHUT OJNHY WIIM HECKOJBKO MOPOJ COOaK, BEIOPAHHBIX M3 TPYIIIBI, COCTOSIICH n3: Ad-
(enmunayep, Adranckas 6opsas, Adpukanuc, Auan, Opaensrepsep, AkOam, Axura-uny, bymm Kyrra, cnan-
CKHUH ajaHo, AJIaTaxCKui Oyaba0T, AJCKUHCKUH KITH-Kai, AJSICKUHCKUN ManaMmyT, AaH, AJIOTIEKHC, AJTBITHIi-
cKas TakcooOpa3Has ToHJas, AMepHUKaHCcKas oBYapka, AMEpHUKaHCKas akuTa, AMEpUKaHCKUI Oymbaor, AMepu-
KaHCKHMI KOKep-CIaHhellb, AMEpHKaHCKas ICKUMOCcKas cobaka, AMEpUKaHCKUH (oKcXayHa, AMEpHUKaHCKUN

-25-



046341

TOJIBIA Tepbep, AMEpUKaHCKUI MacTH(], AMEpUKaHCKUII MUTOYIbTEphep, AMepuKaHcKuil ctaddopAmmpeKuit
Tepbep, AMEPUKAHCKUH BOJSHON CIaHUelb, AHATONMICKas oBYapKa, AHIVIO-(ppaHIly3cKas Majas roH4as, Ar-
TIEHIIEJTIEp 3€HHEHXYH, APreHTHHCKHH 10T, APBhEKCKHA Opakk, Apbekckas ToHYas, ApMaHT, ApTyasckas
roHYas, ABCTpaluicKuii Oyibpror, ABCTpanuiickas macTylibs cobaka, ABCTPaTUHCKUN Kenmu, ABCTpalnicKas
OBYapKa, ABCTpATMHCKUN MISTKOBUCTBIA TEphep, ABCTpaIUiicKkas KOPOTKOXBOCTAs MACTYIIbs cobaka, ABCTpa-
TUACKUHN Tepbep, ABCTpHiicKas ToHYas, ABCTpHIiCKHi TMHYEp, A3aBak, baxapBanbckas codaka, bapber, Adpu-
KaHCKas Henaromas codaka, backckas opuapka, Apre3naHo-HopMaHAcKuid OacceT, ['omy0oii rackoHCcKkuit 6accer,
Peoxmit Opetonckuii 6accer, bonpmoit Banmeiickuii OacceT-rpuddon, Manbiit Banaeickuii 6acceT-rpud o,
BaBapckas ropnas ronvas, burns, burne-xapsep, boponateiii komnu, bocepon, beanunrron-repsep, bensruii-
cKast oBUapka, bembruiickas ouapka (I'pronennans), benbruiickas oBuapka (Jlakenya), Benbruiickas oBuapka
(Manunya), benbsruiickas oB4yapka (Tepsiopen), bepramckas ouapka, bemas mBeliniapckas oBuapka, [Iukap-
Juiickast oBuapka, bepHckas rondasi, bepHckuii 3ennenxynz, bumon ¢puse, buiin, bucoen, Yepno-noxnansiit
KyHxayHJ, EpHast HopBexxckast locuHas naiika, bymnenoeiicep, Hopsexckuii uepHslii ankxyHn, Pycckuit uep-
HBII Tepbep, XKenTas ¢ yepHOH MackKoil 1o)kHast roHYas, bonbmas romy6ast rackoHckasi ToHuast, Manast ronmy6as
rackoHckas roHdas, bmanxaynn, bmo-neiicu, biro-mon-teprep, Kpamdaro-rony6oit kyaxayun, bypOymns, Yer-
cKas macTymibs cobaka, bononwes, bopaep-kommu, bopaep-tepsep, Pycckas mcosas 6op3as, bocHutickas sxect-
KomepcTHas ToH4Yass, bocToH-Tepbep, ApaeHHCKui OyBbe, Dmanapckuii OyBhe, bokcep, BoliknH-cnanuwens,
WranpsHckuii Opakk, OBepHCKas JeraBas, bypOoHckmii Opakk, bpax [lromron, ®paniry3ckuii Opakk, CeH-
JKepMEHCKHI Opak, bpasmnbckuit Tepbep, bpuap, Cpennuit Banaeiickuii rpuddon, bperonckuit snanbons, bpo-
xompMep, FOpckas roHdas, bykoBUHCKas oBYapka, bynb-3HA-Tepbepsl, bynbTepbep, bynbreprep (Munuatiop-
Hbli1), Bynsmactug, bBynmu Kyrra, KepH-Teprep, Xanaanckast codbaka, Kananckas ackumocckas cobaka, Kanan-
ckuii noinTep, Kane-kopco, [lopryransckast oBuapka, Kao ge xactpo-nadopeiipo, A3opckas mactymbs cobaka,
Kaponmnckas cobaka, PympIHcKas kapraTckas oBuapka, Jleonapaosast cobaka Karaxynel, Karanonckas ouap-
ka, KaBkasckas oBuapka, Kapanep kuHr-yapibe3-cnanueib, CpeHeasuaTckas opuapka, Yenickuii poycek, Yerni-
ckuii Tepeep, Ilonbckas Oopsas, Uecanuk-Oeii-perpuep, Cepo-romybas ronuasi, dpaniysckas yepHo-neras
roryas, Opaniysckas Oeno-uepHast cobaka, DpaHIty3ckas TpexmBeTHas ToHvas, Ynxyaxya, Ynmuiickuii Qok-
crepbep, Kuralickuii awynnnH, Kuralickass xoxiaras cobaka, Kutaiickas nmmeparopckas cobaka, Unnyk, Yur-
nunapai, Yay-uay, Ypyreaiickuii cumappoH, YepHas oBdapka, UupHeko nenb OTHa, Kitambep-cnianuens, JmmH-
HoOIIepCTHRIN Koymh, Kommm xopoTkomepctHbiii, Kombaii, KopmoBckas GoiimoBasi cobaka, KoroH-me-tymneap,
Kpurckas rongas, XopBarckas oBdapka, KamOepnenackas oB4yapka, KypuaBomepcTHbiii peTpuBep, Yexocio-
Ballkasi BOJNYBs coOaka, Takca, [lanvaruH, JleHIu-IUHMOHT-Tephep, JlaTcko-mBenckas depmepckas codaka,
Hunro, Jlo6epman, bopnockuii nor, Kyounckuii nor, I'Batemansckuii Oynbrepsep, Kapnmkosslii nor, [peHt-
CKasl KyporaTouHas cobaka, J{pesep, Jlynkep, ['omnanackas oBuapka, ['omnmanackuii cMoycxona, Boctounoes-
porieiickas oB4apka, BocTouHOoCHOMpCKas naiika, D10, AHIIIMHACKUA KOKEp-CIaHUENb, AHIIIMHACKAs €HOTOBAs
roHuast, AHrIMiAcKui Qokcxaynna, Aurnumiicknit mactud, [loiiHTep, AHIIMHCKHIA ceTTep, AHIMIMICKAs OBYapKa,
AHrIMiicKuil CIpUHrep-ClaHueNnb, AHTIHICKUN Tol-Tepbep, AHIMMNCKUN BOASHOM CHaHuenb, AHIIUICKHMA
OeJblii Teprep, DHTIICOyXep 3eHHEHXYH, [ 0y00i mukapanicKuil criaHuenb, JCTOHCKas TOHYast, DIITPEIIbCKast
oBuapka, EBpazuep, ®una-cnanuens, bpasunbckuit puna, duno, @unckas ronyas, Ounckuit nanmxynn, OuH-
ckmii mmut, [IpsMorepcTHeIi peTpuBep, TaiiBanbckas Cobaka, [magkomepcTHBIN GokcTepbep, XKecTromepeT-
HBIA QoKcTephep, bpeToHckuii snanbob, @paHity3ckuii Oyibaor, @paHITy3CKH ClTaHueENb, VICITAHCKUA Talbro,
Jlanrxaap, Hemeuxuit nunuep, Hemenkas oBuapka, Kypixaap, Hemeukuii BaxTenbxynnu, Hemeuxuit mmwii,
Hparxaap, Puzenmnaynep, I'nen odp Mmaan Tepbep, 3omotuctsiid perpuBep, [llotnanmckuii cerrep, bonbmas
aHryIo-(ppaHIy3cKas 4epHo-neras roHuasi, bonbinas anrio-gpaniysckas KpacHo-nerast rondasi, bospias anrio-
(paHmy3ckas TpexiBeTHas roHuas, boipmioit Bannaeiickuii rpuddon, ITyspropukanckuit Mmactud, Hemerkuii
nor, [Iupenetickast ropHast cobaka, bonpmioit mBeiinapckuii 3eHHeHXYHA, ['pennanackas cobaka, I'peiixaynn,
TlonyGoit rackonckuit rpuddon, benbrutickuii rpud¢don, bperonckuit peokeBatsiii rpuddon, HusepHcknit
rpuddon, I'yns-nonr, I'yas-tepp, Unauiickast cobaka-3as, ['onuast 'amuneToHa, ['aHHOBEepCcKas roHuasi, Xapb-
ep, I'aBanckwmii Oumon, ["aBatickas cobaka mow, ['mmanaiickas opuapka, Xokkaiino, Xopras bop3as, XoBaBapr,
TpancunpBaHckas ToH4ass, HoBo3zenmanackas oBdapka, XioreHxyHn, [logenko mbunenko, Mcmanackas cobaka,
Wupuiickuii i, Upnanackuit Oymerepsep, Upnanackuii kpacHO-0emnblid ceTtep, VpiaHACKui KpacHBIN CeT-
tep, Upnanackuit crapdopamupckuii OynsTepbep, Mpnannckuii Tepbep, Uprmanackuii BOASHON criaHuenb, Hp-
JAHJCKUM BoJikojaB, Uctpuiickas kopoTkoiiepcTHas ronuas, Mcrpuiickas sxecTKolepcTHas ronyasi, MranbsH-
ckas seBpeTka, Jlxek-paccen-reprep, Hemeukuit srarepeep, LlBeackuii snkxayna, SAnoHckuil xuH, AnoHckuii
mmwn, SAnonckwit Tepeep, Jxonanru, Kaiikamu, Kan, Kanram, Kannum, Kapakadanckas cobaka, Kapembckas
MenBexbs cobaka, Kpamckas oBuapka, Keecxonn, Keppu-ouras, Keppu-omo-repsep, KaBanep KuHr-4apib3-
cnanuens, Koponesckas oBuapka, Kunramanu, Kumy, Komongop, Koukepxonnse, Kynu, Kopeiickuit ynnno,
Kopeiicknit mactud, Kpomboprnennep, Kynsmunckas osuapka, Kypu, Kysac, Kaii neo, Jlabpagop xackwu, JIa0-
paznop-perpusep, Jlarorro-pomansorno, Jleliknena-repoep, Jlankamupcekuii xunep, Jlanacup, Jlonapckas onene-
roHHasi cobaka, JleonOeprep, JIxacckuii arco, JIuroBckas ronyas, JnuHHOImEpCTHBINH yunmeT, bpuaansckas
OoitioBasi cobaka, Manas npBHHAs cobaka, Benrepckuit arap, bonbimas npesecnas ronyasi, ManbsTuiickas 60-
nonka, MaHdectep-tepbep, Mapemmo-adpymmkas oBuapka, MakHa6, Kcomontnkynatiu, MuHAaTIOpHAS aBCT-
panuiickast oBuapka, Munuatiopusiii ®okcrepbep, Munnatiopasiii [lunuep, Munuatiopusii Hlnayuep, Mu-
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HUaTIOpHBINH CUOMpCKUiA Xacku, PyMbIHCKass MHOpPHUTCKas oBUapka, Moiocckas cobaka, YepHOropckas TopHas
roH4ast, MocKkoBcKas CToposkeBasi, MOCKOBCKHIT BOs1071a3,

I'opnas rongas, Kentykckas ropras rondas, Mykyanec, Mynu, KapaBannast 6op3asi, boyboit MioHCTep-
nenaep, Manbiii MroHCTepieHe, KypdaBommepcTHbI peTpuBep ¢ peku Myppel, Heamomurtanckuii mactud,
Herodayumnenn, HoBorBuHeiickas motomas cobaka, Hopdonk-canuens, Hopdonk-teprep, HopOorTeHckas
naiika, CesepHast burmb, CeBepHast mHyuTCcKas cobaka, HopBexckuir Oyxynn, HOpBeKCKHI cephlid dIKXYHI,
Hopeexckuit nmynanexynn, Hopeud-teprep, HoBomoTmannckuii petpusep, Crapomarckuii moiHTep, boOTeiin,
Crapoanrmiickuii 0ymnbaor, UepHo-oamansiii Teprep, CTtapoHemerkas ouapka, CtapoaHTTUHACKAN OyIIbIOT,
Ortrepxaynn, Hasappckuit naudon, Ilelicnu-tepsep, KontunenTansHelil Toi-cianuens, [lapcon-paccen-tepsep,
[Marepneiin-tepoep, [leknnec, Kanapckwuii nor, Ka-ne-6o, [lepyanckas opxunest nakos, ®@anen, ®apaonosa co-
Oaka, [Tukapauitckuii cnanuens, [Inort-xayun, [Tonenko Kanapwuo, Ioitarep, [Tonsckuii orap, [Tombckas roH-
yasi, [lonbckas HU3MHHAS OBYapKa, [loibckast moAraisHckas oB4apka, [lomepanckuit mmwn, [ToHT-006MepCKIin
crnianuensb, [lynens, ®apdoposas ronuas, Ilopryransckuit nogenro, [lopryransckuii [loiiurep, [TopTryransckas
BoJHas cobaka, [Ipaxkckuil kpeicapuk, Ilynens-nointep, Morc, [Tynm, [Tymu, [lynrcan, [lnpeneiickuii mactud,
ITupeneiickas oBuapka, Padeiipy my Anenrexy, Pamkamanaiism, Pammypckas 6opsast, O0naBHas Opa3uibcKas
roHyas, AHmamy3ckuii patonepo, Par-teprep, KpacHsiii xynxaynna, Ponesmiickuii pumkoex, Porseiinep, Pyc-
CKHMIi OXOTHHYHMH cCniaHuenb, Pycckuii ToH, Pyccko-eBpomneiickas naiika, J[kek-paccen-tepbep, Bomubs cobaka
Capnoca, Ucnanckas rondas, [lepcuackas oB4yapka, Mpanckas Ma3annapann OBuapka, CaxaqTuHCKUN XacKH,
Camoku, Camoen, Carcapu, [llaprutannnan, [lanmennya, HunnepcreBape, Cxunmepke, Ctapoxopsarckas 60p-
3as, Pusenmnaynep, Munuatiopusiit [llnaynep, luayuep cpeanuii, lllBeitnapckas ronuas, Manas mBeinap-
ckas ronyas, JnunHomépctHelii koyuy, Jupxayna, [llortnannckuit Tepeep, CunuxeM-tepbep, UtanbsHckas Ko-
potkoriepctHas ronvas, Cudupckas e3noBas cobaka, CepOckas ronuas, CepOckasi TpexuperHas ronyas, [1lap-
neit, lentu, Cuba-uny, lllu-tiy, Cukoky, lllnnonckas oBuapka, bononka, Cubupckuit xacku, [llenkoBucThIit
BuHaXayHa, Cunranbsckas ronyas, Ckaiitepbep, Cororn, CioBaukuii yyBay, CiaoBaukuii TpyOOIIepCTHBIN cTa-
Bau, CnoBarkuii koo, CMmananckas ronyas, Manas rpedeckas cobaka, piaaHICKU MATKOMICPCTHEIH MIe-
HUYHBINA Tepbep, FOxHOpycckas oBuapka, FOxHas ronuasi, Mcnanckuii Mactud, Vcnanckas BomsHas cobaka,
Cmmaowne, Jlykac-tepbep, Cenbepnap, Maunebrii Hptodaynmienn, Ctaduxys, Ctadhdopamup O6ynerepnep, [Toruas
Credana, ABctpuiickuii Opynmacteiii Opakk, Cyccekc-crmanuenb, IlIBenckmii nanxynn, IlIBemckuii BanbXyHI,
[IBenckmii buris, MenBexbst kKaHaackas cobaka TanrtaH, Tairan, Tamackanckas cobaka, Tenan Py3BensT Tepb-
ep, Tenomuan, Tenrepdunna-repoep, Taiickuii 6anrky, Talickuii pumkoek, Tudberckuii Mmactud, Tudberckuii cra-
Huenb, Tubetckuit Tepbep, TopHbsk, Toca-uny, Ton-Oympnor, Toit-DokcTepbep, Toii-Manuectep-Tepbep, Tpu-
unr Krop, Tpunn-yokep kyHxayHn, Tuponbckas roHuasi, Y ToHaraH, Benrepckas BbIxJa, BonsnuHO uUTanbsHO,
Betimapanep, Benbui-kopru kapauras, Benbin kopru nemOpok, Yanbsckast oBuapka, Benpii-cripuHrep-criaHuens,
Benpmreprep, Bect-xaiinena-yaiT-reprep, 3anagHocuOupcekas naiika, Bectdanbckas TakcooOpa3Has roHdas,
Berrepxyn, Yumnmer, bensiit anrnuiickuii Oynbaor, benas mBelinapckas oBuapka, BeHrepckas skecTKoImepcTHas
ek, [puddon Kopransca n Mopkumpcekuii Tepbep. COrnacHo HEKOTOPHIM BAPHAHTAM OCYIIECTBICHHS T10-
MyJSIIHS BKIIOYAST OJHY FUTH HECKOJBKO YHCTOKPOBHBIX COOaK (HAIIPUMEP, UMEIOIIUX OJUH TUI HOPOIBI) WA
OJIHY WJIM HECKOJBKO cO0aK CMEIIaHHOW MOPObl (HAIIpUMep, UMEIONTNX HEeCKOJIbKO THMOB mopox). CorimacHo
HEKOTOPBIM BapHaHTaM OCYIIECTBIICHHUS MOIYIILUS MPEICTaBIsIeT cO00M MOMyAnnio cobak CMEmanHO| Mopo-
11, umeromux JJHK u3 moboro uncna (Hampumep, 1, 2, 3, 4, 5, 6, 7, 8, 9, 10 wim 6onee 10) nim kKoMOMHAIIMH
YUCTOKPOBHBIX COOAK.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHUS POACTBO % MOXET OBITh BBIYHCIICHO KaK JIOJIS TOMOJIO-
THUYHBIX aJUTeJIeH, OOMIMX I 2 WHIMBUIYYMOB H3-32 HICHTUYHOCTH IO MPOUCXOXKICHHUIO OT OOIIEro mpeika, u
MOJKET OBITH PaBHO Y/IBOEHHOMY Kod(duuueHty pojcrtsa fy,, nmpenmnonaras, 4To HHANBUIAYYM HE SIBISETCS MH-
openubiM. KoaddumumeHT pocTBa MOXKET OTpaskaTh BEPOSITHOCTh TOTO, YTO 2 aJUIeIs, B3STHIC H3 OJJHOTO U TOTO
JKe JIOKyca y 2 UHIUBUAYYMOB, HICHTUYHEI 110 TMPOHUCX0XICHUIO. OH MOXET OBITh paBeH KO3(P(QUIIMCHTY WH-
OpuaMHTA TS MOTCHIMAILHOTO MOTOMCTBA MEXIY ABYMs HHAUBUAyyMaMmu X u y. OHAKO B cilydae, KOTAa J1Ba
MHAUBUyyMa XHY HHOPEIHBI, MPEITNONOKEHNE UTO Ty, = 2*f,, HemomycTHMO.

CornacHO HEKOTOPBIM BapHaHTaM OCYILIECTBICHHS CIIOCO0 ONpeNeNeHus CTETIIeHH POACTBEHHOTO OTHOIIIE-
aus (COR) mexny nBymst maauBuayyMamu HaszbiBatoT WOOPHS (B3BemnenHoe HabmoaeHHEe 00IIEro mapHoTo
ramtoTtuna). CoriracHO HEKOTOPHIM BapuaHTaM ocymiecTBiearns WOOPHS BbITOTHEH ¢ BO3MOXHOCTBIO BBIYHC-
JeHus oreHKH ko3 durmenta poacreerHoro otHomeHuss (COR) Mexay TeCTUPYEMBIM HHIUBUIYYMOM U JIPY-
TUMH WHIUBHIYYMaMH B TeHETHYECKOW O0a3e maHHBIX. COrIaCHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS
WOOPHS BbITIONHEH ¢ BO3MOXHOCTHIO BBIYHCIICHHUS OIIEHKH CTETICHH HHOPHIMHTA MPETOIaraeéMoro oToMCT-
Ba JIBYX MHIMBHIYYMOB. Crioco0 MOKET MpexycMaTpUBaTh MOJYYCHHUE TCHOTHITMYCCKHX TAHHBIX B KadeCTBE
BXOJHBIX JaHHBIX. HampuMep, TeHOTUITUYECKUE JaHHBIC MOTYT OBITh MMOJTyYCHBI IyTEM aHa H3a OUOJIOTHYCCKIX
00pa3IoB, NOJTYYCHHBIX y TOMYJISIMHA TSCTHPYEMBIX HHIUBUAYYMOB. COTIACHO HEKOTOPHIM BapHaHTaM OCYIIe-
CTBJICHUSI OHMOJIOTHYECKHE 00pa3lbl copepKaT 00paslbl KpOBH, 00paslbl CIIOHBL, 00pa3lbl Ma3KoB, 0Opa3lbl
KJICTOK (HAmpuUMep, Ma30K U3 MOJIOCTH PTa WU MICKH) WU 00pa3ubl TkaHed. COrjlacCHO HEKOTOPHIM BapHUaHTaM
OCYIIECTBIICHHS OIIEHKA MPEAYyCMaTPUBACT CEKBEHUPOBAHUE OMOJIOTHYECKUX 00PaslOB MM UX NMPOM3BOAHBIX C
MIOJy4CHNEM TCHOTHIIMYECKUX JaHHBIX. Hampumep, mMpoYTeHHS CEKBEHHPOBAHHS MOTYT OBITH IOJYYCHBI H3
OMOJIOTUIEeCKIX 00pa3IoB C UCIOIB30BaHUEM JTIO0OTO TIOIXOIIETo criocoda cekBeHupoBanus. Criocod cexBe-
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HUPOBAHUSA MOXET MPEICTABIATH COO0H CIIOCOO CEKBCHUPOBAHMUS IIEPBOTO TTOKOJICHUS, TAKOH KaK CCKBCHHPOBa-
Hue Makcama-I'un6epra wimun CaHTEpa, WM CIIOCOO BBICOKOMPOU3BOJUTEIFHOIO CEKBCHHUPOBAHUS (HATIPUMED,
cekBeHHpoBaHue cienyomero nokojeHus wim NGS). Crmoco0 BBICOKONPOU3BOIUTEIEHOTO CEKBEHHUPOBAHUS
MOXKET CEKBEHHPOBATh OJHOBPEMEHHO (WJIM IO CYIIECTBY OAHOBPEMEHHO) 1O MeHbIne mepe oxoiyo 10000,
100000, 1 mummwoH, 10 mummronoB, 100 MUUTMOHOB, | MWIIHApA WX 0OJee MOJEKYJ MOJUHYKJICOTHIOB.
Cr1oco0bI CeKBEHHPOBAHUS MOTYT MPEAyCMAaTPUBATh 0€3 OTpaHUICHHUS: MTUPOCEKBCHUPOBAHIE, CEKBEHUPOBAHNE
MyTEeM CHHTE3a, CEKBCHHPOBAHNE OJHOI MOJICKYIBI, HAHOTIOPOBOE CEKBEHHPOBAHHUE, MOIYIPOBOJHIKOBOE CEK-
BEHUPOBAHNE, CEKBCHUPOBAHUE ITyTEM JIMTUPOBAHMSA, CEKBEHHPOBAHNE MyTEM THOPUAN3ALNH, TH(POBYIO IKC-
npeccuro reHoB (Helicos), MaccoBoe mapamienbHOE CeKBEHUpOBaHMe, HanpuMmep, Helicos, KIOHANBHBIA OTHO-
MoJIeKyJIsIpHBII MaccuB (Solexa/Illumina), cexkBeHMpoBaHue ¢ ucnonb3oBanueM miardpopm PacBio, SOLID, lon
Torrent uiu Nanopore.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHUS CCKBCHHPOBAHUC MPEAYCMATPHBACT MOTHOTCHOMHOE
cexBenupoBanme (WGS). CexBeHHpOBaHNE MOKET OBITh BBITIOJIHEHO Ha ITyOMHE, JOCTATOYHOM JUIS MOy4eHUs
JKENIAEMOT0 TaIIOTUIIA C JKEIAEMBIMU XapaKTCPUCTHKAMHK (HAIPUMEP, TOYHOCTBIO, YYBCTBUTECIBHOCTBIO, CIIC-
MU(UIHOCTHIO, TIOJIOKUTEIBHON TIPOTHOCTHYECKOH MeHHOCTHIO (PPV), oTpuniaTelbHON MPOTHOCTHYECKOH IIeH-
HocThIO (NPV) mmu utomaneto mox kpuBoid (AUC) rpaduka 3aBHCHMOCTH YYBCTBUTEIBHOCTH OT YaCTOTHI JIOK-
HomonoxuTenbHbIX 3akiaoueHni (ROC)). CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS CEKBEHUPOBaHWE
poBoAAT HA rnyomHe okojo 20X, okono 30X, oxono 40X, okoino 50X, okosno 60X, okono 70X, okono 80X,
okoJio 90X, oxoso 100X, oxoso 150X, oxono 200X, oxono 250X, oxono 300X, oxosno 350X, okono 400X, oko-
10 450X, oxosio 500X wim oxomno 6oiee 500X. CormacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHS CEKBEHHPO-
BaHME BBITIOJIHAIOT CIIOCOOOM ""HM3KOTO NpoXoja'", HanpuMmep, Ha riryouHe He Oojee okoio 12X, He Goiee 0KOIIO
11X, ne 6oaee okomo 10X, ne 6oaee okomo 9X, He 6osee okono 8X, He Ooaee okoio 7X, He Ooiee 0koJIo 6X,
He 0omee okojo 5X, He Ooitee okoio 4X, He 6oaee okoao 3,5X, He 6onee okoao 3X, He Ooee okoio 2,5X, He
6onee okono 2X, He Oonee okono 1,5X wuau He 607ee okono 1X.

CornacHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHHS MPOYTCHUS CEKBCHUPOBAHKS MOTYT OBITh BBIPOBHCHEI C
STAJIOHHBIM T€HOMOM. DTaJIOHHBIH T€HOM MOJKET COIEpKaTh IO MEHBINIEH Mepe YacTh TeHoMa (Hampumep, re-
HOM COOAKH WJIM T€HOM YeJioBeKa). DTaJOHHBIH T€HOM MOXKET COJEepIKaTh MOJHBIH TeHOM (HAIpUMep, TOTHBIN
TE€HOM COOaK{ WJIM TIOJHBIA T'€HOM YeJIOBEeKa). DTAOHHBIA T€HOM MOXKET COJepKaTh 0a3zy JaHHBIX, cOoAepxkKa-
IIyI0 MHOKECTBO TEHOMHBIX 00acTeil, KOTOphle COOTBETCTBYIOT KOAUPYIONUIUM W/MIIM HEKOAUPYIOMINM T€HOM-
HBIM 00JacTsM reHoMa. ba3a maHHBIX MOXKET COepKaTh MHOXKECTBO TEHOMHBIX 00i1acTelf, KOTOpbIe COOTBETCT-
BYIOT KOJUPYIOIINM W/Win HeKoaupyrommM IBD reHoMHBIM 0051acTIM reHoMa, TaKUM KaK OJHOHYKJICOTHIHBIC
BapuaHTsl (SNV), ogHonykneotuaasie nonumopdusmsl (SNP), BapuanTs! xonmdectBa kot (CNV), BcTaBku
WIN Jenenuu (MHIENbI) U T'eHBI CIUSHUSA. BhIpaBHUBaHWE MOXXHO BBITIONHSTH C HCIOJH30BAHUCM AITOPUTMA
Bappoy3za-Yunepa uimu qpyroro ajiroputMa BIpaBHHBaHUS.

CornacHO HEKOTOPHIM BapUaHTaM OCYIIECTBIICHHS KOJMYCCTBEHHBIC MOKA3aTEIH MPOYTCHUI CEKBEHUPO-
BaHUSI MOXKHO TOJYYHTH JJIS KOKIOH M3 MHOXKECTBa TEHOMHBIX 00nacteil. MoryT OBITh CreHepUPOBAHBI KOJH-
YCCTBEHHBIC IMOKA3aTENIM MPOYTCHUN CEKBCHHUPOBAHUS, TaKHUEC KaK KOJIMYECTBO MPOYTCHUH CEKBEHUPOBAHHUS
JIHK, xoTOpBIe BBIPAaBHUBAIOT C TaHHOW I'eHOMHOMN 001acThio. [IpodTeHUs] CEeKBEHUPOBAaHUS, B KOTOPHIX 9acTh
WA BCE TIPOUYTCHUS CEKBEHHPOBAHMS COBIIAAAIOT C JAHHBIM YJ9aCTKOM I'€HOMA, MOTYT OBITh 3aCUHTAHBI B Kade-
CTBE KOJIMYECTBEHHOTO TOKA3aTelNs Ul 3TOT0 ydacTka reHoMa. CorimacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIIC-
HUS TEHOMHBIE 00JIaCTH MOT'YT COIepKaTh TeHETHIECKUE MapKephl, Takue kKak Mapkepsl IBD. TlarTepHsb crieru-
(hruecKuX 1 HeCTIEUPHUIECKUX 00J1acTeif TeHOMa MOTYT CBHICTEIIbCTBOBATH O POJICTBE MEXIY MHINBUIYYMaMH.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBJICHUS M3MEPCHHC MHOXKECTBA NMPOYTCHUH CEKBEHUPOBAHHS
JHK npenycMaTpuBaeT IpoBeACHUE U3MEPEHUN CBSI3bIBaHUS MHOXecTBa MoneKkyn /JIHK B xaxnoit u3 MHoxke-
CTBa reHOMHBIX 00nacteil. CorllacCHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHUS MPOBEICHIE U3MEPCHUH CBSI3bIBA-
HUS TpeycMaTpuBaeT aHamu3 MHoxecTtBa Monekyn JIHK ¢ mcmons3oBaHHEM 30HIOB, KOTOPHIC SBISIOTCS CeE-
JICKTHUBHBIMH 110 MCHBIIICH Mepe I YaCTH MHOXECTBa TEHOMHEIX 00nacteil Bo mHOkecTBe Mojekyrn JJHK. Co-
TJIACHO HEKOTOPBIM BapHaHTaM OCYIICCTBICHHS 30HIBI MPEICTABISIOT COOOM MOJIEKYIIBI HYKICHHOBBIX KUCIIOT,
MOCJIEIOBATEIEHOCTH KOTOPBIX KOMIUIEMEHTApHBI MOCIEIOBATENBHOCTSAM HYKJIEHHOBBIX KHCIOT MHOXECTBa
TeHOMHBIX oOnactell. CorimacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS HYKICHHOBOI KHCIIOTHI MPEICTABISIIOT
co0oii mpaiiMepsl WK 00oTaIaoNe TOCIe0BaTeNFHOCTH. COrTacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS
aHaJIM3 MPEayCMaTPUBACT HCIIOJIb30BAHHE MAaTPHUYHOW TMOpHUIU3AINH, MoJduMepasHoi nennoi peakmuu (ITL[P)
WIIA CeKBEHUPOBAHUS HYKICHHOBBIX KHCIIOT.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS CIOCOO MOMONHUTENHHO INperycMaTprUBaeT odorarie-
Hue MHOKecTBa Monekyn JJHK mo MeHbieii Mepe 4acThi0 MHOKECTBAa TEHOMHBIX oOyacTei. CormacHo HEKOTO-
pHIM BapHaHTaM OCYIICCTBICHUS OOOTalleHUe BKIOUYACT aMmIntudukanuio MHOxecTBa Monekyn JJHK. Hampu-
Mep, MHOKecTBO Moiekyn JJHK mMoxHO aMmiuduimpoBaTh myTeM CEEKTUBHOW aMIDTH(HUKANWN (HATPpUMEp, C
UCIIOJIb30BaHUEM Ha0bopa IpaitMepOB WK 30HAOB, COJCPKAMIETO MOJICKYJIB HYKJIEHHOBBIX KHCIIOT, MOCIEI0Ba-
TENBHOCTH KOTOPBIX KOMILICMEHTApHBI MOCIIEOBATEIEHOCTAM HYKJICHHOBBIX KHCIOT MHOKECTBAa TCHOMHBIX
oOnacteit). AbTepHATHBHO WU B COYCTAaHUH, MHOXeCTBO MOJIeKyn JJHK MOXHO aMIITU(pUIIPOBATH TOCPEICT-
BOM YHUBEPCAIHLHOW aMIuH(UKauy (HampuMep, ¢ MCIIOJb30BaHUEM YHHUBEPCAIBHBIX TpaiiMepoB). CoriacHo
HEKOTOPBIM BapHaHTaM OCYIIECTBICHHUS OOOTalleHUE NPEAyCMATPHBAET CEJICKTHBHOE BBIICICHUE 110 MEHBIIEH
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Mepe 9acTH (HarpuMep, MOHOHYKJICOTHIOB W/WIIH IUHYKIICOTHAOB) MHOKecTBa MoJiekyn JJHK.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHUS KOJIMYCCTBO NpouTeHuid cekBeHupoBanus JJHK moxer
OBITH HOPMAJTM30BAHO I CKOPPEKTHpOBaHO. Hampumep, KoiamdecTBO mpodTteHni cekBeHupoBanus JITHK mo-
JKeT OBITh HOPMAJIHM30BAaHO /WM CKOPPEKTHPOBAHO C YYETOM HM3BECTHBIX MOTPEITHOCTEH MPH CEKBEHHPOBAHUH
Y TIOJy4eHU U ONOIIMOTEKH W/MIIM N3BECTHBIX MOTPEITHOCTEH TP CEKBEHUPOBAHUH H MOJTYICHUN OMOIMOTEKH.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS TIOAMHOKECTBO KOIHYCCTBEHHBIX H3MEPEHHUIN HIIH MO~
CYETOB MOKET OBITh OTQUIBTPOBAHO, HAIIPUMEDP, Ha OCHOBE MTOKA3aTeN sl KA4ecTBa MPOUTECHUH CEKBEHHUPOBAHUSI.

Crioco6 ompeaenenust crerneHn poactBeHHoro otHomeHus (COR) Mexmy nmByMsi HHIUBHIYYMaMU MOKET
npeycMaTpUBaTh MPUMEHEHHE anropuTMa (ha3upoBaHUS s 00paOOTKU TEHOTHIHYCCKUX TAHHBIX C MOJydYe-
HUEM TaIUIOTUITHYCCKUX JTaHHBIX. Hampumep, 3T0 MOXeT OBITh JOCTUTHYTO ITyTEM pa3eliCHHs HaOI0JaeMbIX
TCHOTHITOB JIJIsI OOJBIIIOTO YHUCIA OJHOHYKICOTHIHBIX monuMopduszmoB (SNP), oOmmx s HHIWMBHIYYMOB IO
XpOMOCOME, Ha Ps/Abl TAIUIOTUIIOB (HAIIPUMEp, ajlIelId, KOTOPBIE, BEPOSITHO, BCTPEUYAIOTCSI HA OJHOW M TOH ke
POIMTENBCKON XpOMOCOME U yHAciIenoBaHbl BMecTe). Hampumep, anroputM ¢asupoBaHus ramjioTHIIOB MOXET
IpeyCMaTPUBATh anropuT™ (a3upOBaHHS FAaIUIOTHIIOB HA OCHOBE 3TAJIOHA (HAIPUMEp, CONEPIKAIIUI MOUCK Ha
OCHOBE CKpBITOH Moeny MapkoBa). CoritacHO HEKOTOPHIM BapHaHTaM OCYIIECTBICHHUS aJTOPUTM (Pa3sHpOBAHUSA
TaIUIOTHIIOB Ha OCHOBE dTajioHa conxepkut anroput™m Eaglel, anmroputm Eagle2, anroputm PHASE, anroputm
fastPHASE, amroputm BEAGLE, anroputm Findhap, anroputm Impute, anroput™m Flmpute, anmroputm Al-
phalmpute, anroputm IMPUTE2, anroputm MaCH, anroputm SHAPEIT1, amroputm SHAPEIT2, anroputm
SHAPEIT3, anroputm SHAPEIT4 wnu nx koMOWHAINIO. ATBTEPHATUBHO, AITOPUTM (ha3UpPOBAHUS TAIlJIOTUIIOB
MOJKET MPEAyCMaTPUBATh ANTOPUTM (ha3UpOBAHUS TAIUIOTHIIOB HA OCHOBE KOTOPT.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS CIIOCO0 OMpeJeNIeHNs! CTETICHH POACTBEHHOTO OTHOIIIE-
Hus (COR) Mexy IByMS MHIUBUIYYMaMHU MPEIyCMaTPUBAET 00paOOTKy rarIOTUITUYCCKUX JAaHHBIX JUIS UICH-
TU(UKAIMHA COBMAJCHUS TalUIOTHIIOB, KOTOPBIE MICHTUYHEI 1Mo npoucxoxacHuto (IBD) mexny MHOXeCTBOM
WHIUBUAYYMOB B momyisanuu. Hanpumep, rammotumsl IBD MoryT ObITE HACHTH(GUITUPOBAHEI MEKIY BCEMH UH-
JTUBHUIyYMaMHU TTOMYJISIIIAN WA MEXIYy HAa0OpOM TECTHPYEMbIX WHAWBUAIYYMOB U HAOOPOM ITAJOHHBIX HHIHUBH-
nyymoB. CorflacHO HEKOTOPBIM BapHaHTaM OCYIISCTBIICHHS COBIIAJCHUE TaINIOTUIOB HICHTH(OUITUPYIOT, KOT/AA
OHH COOTBETCTBYIOT ITOPOTOBOMY pasMepy (Hampumep, 00JIbIIe TOPOTOBOTO pasMepa, Kak Hampumep, okoio 100
TBICSY TTap HYKJIECOTHIOB (T.I.H.), okoJyio 200 T.11.H., okosio 300 1.1m.H., okosio 400 1.11.H., okoio 500 T.I1.H., OKOJIO
600 T.m.H., okoso 700 T.m.H., okono 800 T.m.H., okoso 900 T.1m.H. wim okoso 1000 T.M.H.) W/HIU OXBaTHIBAIOT
MUHUMAaJIBHOE TIOPOTOBOE YUCIIO TEHETHIECKUX MapKepoB (Hampumep, okoio 30, oxoso 40, okomno 50, okomno 60,
oxoiio 70, okomno 80, okoso 90 nimm oxoso 100 pa3TUIHBIX TEHETHYECKUX MapkepoB). neHTudukaimio copma-
JICHUI TamIoTHIIOB MOXHO NPOBOIHUTH ¢ mnpuMeHeHneM anroputMa GERMLINE (mampumep, ¢ ramioumHoi
metkoii), anroputma PLINK, amroputma PREST, anropurma ciyuaitHoit mpoekuuu s oOHapyxeHus IBD
(RaPID), anroputma GsicTporo o6Hapyxkenusi IBD o6mux rammorunos (FISHR), ycoBepiencTBOBaHHOTO anro-
pUTMa MIEHTUYHOCTH 1o npoucxoxaeHuto (IBD), anropurma fastIBD, anropurma KING, anmroputma Haplo-
Score, anroputmMa TRUFFLE win ux koMOuHAIHH.

CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBIICHHUS CIIOCO0 OTpeJeNIeHNs] CTETICHH POACTBEHHOTO OTHOIIIE-
aus (COR) Mexay nByMst HHAMBUIYYMaMH MPEAYCMAaTPHUBAET HCIOJIB30BAHNE aJTOPUTMa IMOCTOOPabOTKH CO-
MOCTABJICHUS IS yIeTa COBIANAIONINX TaIlNIOTUIIOB MEXIy IBYMs OTACIBHBIMH coOakaMu (Hampumep, codakon
A u cobakoii B), Bkirodas nBa rariotuna Ha cobaky (Hampumep, A.0, A.1, B.0 u B.1) u pa3geneHue ux Ha auc-
KpPETHBIC TeHOMHBIC HHTEPBAJIbI.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBICHHS CIIOCO0 ONpeNeNeHus CTETIeHH POACTBEHHOTO OTHOIIIE-
Hus (COR) Mexay IByMsl HHAMBHIYYMaMHU IPEAYCMaTPUBACT TSl KAKAOTO TUCKPETHOTO TEHOMHOTO HHTEpBaJa
OIICHKY COCTOSIHUH BCEX BO3MOXHBIX THIIOB COBIIQJICHUS TaIJIOTUIIOB B JUCKPETHOM T'CHOMHOM HHTEpBAllC U
MOJICUCT KOJUYCCTBA TAKUX COBIAJICHUI (JaeT ONHY WM JIBE OLICHKU Ha TEHOMHBIA MHTEepBa). Hampumep, cos-
MaJICHUs] MOTYT BKITFOYATh COBIAJCHUS 1O "TOMO3UTOTHOCTH" B TpejesiaXx oqHON cobaku (Hampumep, A.0|A.1)
Wi "mapHele”" COBNAJCHUS MEXIY TraijloTHIaMu y IByX cobak (Hanpumep, A.0|B.1). CormacHo HEKOTOPHIM
BapHaHTaM OCYIICCTBJICHUS TUCKPETHBIC TCHOMHBIC HHTCPBAJBI OIICHUBAIOT Ha OCHOBE (i) CTCIIEHU COBMAJCHUS
110 TOMO3HTOTHOCTH JUCKPETHOT'0 TEHOMHOTO MHTEpBAJia y IEpBOT0 WHANBHAYYMA M BTOPOTO HHANBHAYYMAa U
(i) crermeHn TOMApPHOTO COBMAACHHUS TUCKPETHOTO TEHOMHOTO HHTEpBaa MEXAY MEPBHIM WHAWNBHAYYMOM H
BTOPBIM MHAWBUAYYMOM, C MOJYyYCHUEM TaKUM 00pa30M MHOKECTBA OIICHOK COBIIAJICHUS ITO TOMO3UTOTHOCTH U
MHOYECTBA OIIEHOK MOMTAPHOTO COBMACHHUS.

CornacHO HEKOTOPBIM BapHaHTaM OCYILIECTBICHHS CIIOCO0 ONpeNeNeHus CTETIeHH POACTBEHHOTO OTHOIIIE-
uHust (COR) mMexny AByMms MHIUBHAYYMaMH IPeIyCMaTPUBACT KOPPEKTHPOBKY MHOXKECTBA OIIEHOK ITOIIAPHOTO
COBIIAJICHNS] HA OCHOBE COTJIACOBAHHOCTH JAHHOW OLIEHKH ITONIAPHOTO COBIAIEHUS C COOTBETCTBYIOIIEH OICH-
KOW COBIIZIEHUsI IO TOMO3UTOTHOCTH, C ITOJIy4eHHEM TaKUM 00pa3oM MHOXECTBAa CKOPPEKTHPOBAHHBIX OLIEHOK
MONIapHOTO coBMNajieHus. Hanpumep, coBnaieHns 10 TOMO3UIOTHOCTH MOKHO MCIOJIB30BaTh IS "KOPPEKTHPOB-
K{'" WITH PErYIHPOBKH OICHKH JTUCKPETHBIX TEHOMHBIX UHTEPBAJIOB C HEMTOCTOSIHHBIM HITH HEBO3MOXKHBIM KOJIH-
YEeCTBOM IIONIAPHBIX COBMaJeHUN. M3-3a npucymed ¢ase ramioTuna HEONpPEAEIeHHOCTH COBIAICHUS TalIoTH-
MOB y cO0akM MOTYT ¢ OojblIel BEpPOSTHOCTHIO NPENCTaBIATh ucTuHHOE IBD, yeMm coBmaseHMs ramioTHIIOB
Mexay aByms cobakamu. CienoBarensHo, WOOPHS MoxeT nmpemycMaTpuBaTh NCIOIB30BaHNE COBIAJACHHUN 11O
TOMO3UTOTHOCTH UTS "KOPPEKTUPOBKU" JUCKPETHBIX TEHOMHBIX HHTEPBAJIOB C HETIOCTOSHHBIM HJIM HEBO3MOXK-
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HBIM KOJIMYECTBOM IIONApHBIX COBHAJeHUil. Hanpumep, MCTHHHBIE COBMAJCHHS MOTYT BCTPEUATHCS TOJBKO B
OTpaHUYEHHOM 4uciie ciaydaeB. Hanpumep, eciin ofjHa U TOJIBKO 0O/1HA cobaka cpeny mapsl cobak (A u B) romo-
3urotHa (Hampumep, A.0=A,1), To MOXeT OBITh TOJNBKO 2 WM 4 TMONApHBIX COBHAACHUS (Hampumep,
{A.0=A,1=B.0, mm A.0=A,1=B,1} wm {A.0=A,1=B.0=B,1}). OTa KOppeKTUPOBKa MOKET OBITh BBHIITOJHECHA
JUISL KOPPEKTUPOBKH OLICHKU BCEX JUCKPETHBIX MHTEPBAJIOB AT TOTO, YTOOBI OHAa COOTBETCTBOBAIA BO3MOKHBIM
COCTOSTHHSIM.

CornacHO HEKOTOPBIM BapHaHTaM OCYIIECTBIICHUS CIIOCO0 OMpENeNeHNs CTETICHN POACTBEHHOTO OTHOIIIE-
Hug (COR) mexny AByMsI HHIMBHIAYYMaMH NPEIyCMaTPUBAET MPUCBOCHUE MHOXECTBA BECOB MHOXKECTBY JHC-
KPETHBIX T€HOMHBIX WHTEPBAJIOB Ha OCHOBE MHOXKECTBA COCTOSHHMH WICHTUYHOCTH JUISl ABYX ajuieled y IBYX
JUIUIONIHBIX WHIMUBHIYYMOB, W BEIYMCICHUE B3BEILICHHONW CyMMBI OLICHOK T€HOMHBIX HHTEPBAJIOB C MOJIYy4CHH-
em COR w/mnn COK. Hanpumep, Beca MOTYT OBITH OIPEIEIICHBI sl KaXKAOTO JTUCKPETHOTO TEHOMHOTO MHTEp-
BaJIa JUIS €r0 YaCTHYHOTO BKJIaJla B CXOJICTBO M/WIIM POJCTBO (HAIPUMED, MO OTHOIICHHIO K KO PHUIUECHTY POJI-
crBeHHoro otHouieHust (COR) n/umu koaddurmenty poacrsa (COK)). D10 MOKeT OBITH BHIIOIHEHO B COOTBET-
CTBHH C MOAXOJIOM, ONHMCaHHBIM, Harpumep, B Hedrick and Lacy, J. Hered, "Measuring relatedness between in-
bred individuals," 2015 Jan-Feb, 106(1): 20-5, koTOpHBIi BKIIIOYEH B HACTOSIIINA TOKYMEHT MTOCPEIACTBOM CCHLUIKH
BO Bceil cBoeil nmosHoTe. Hanpumep, MHOXKECTBO COCTOSHUIN MACHTUYHOCTH MOKET MPElyCMaTpUBaTh COCTOSTHUSA
UICHTUYHOCTH, BBIOPAHHBIC W3 TAOIHIBI, © MHOKECTBO BECOB MOTYT OBITH NPHUCBOEHBI HA OCHOBE MHOXECTBA
BKJIAJIOB B POJICTBO Iy, KaK IepedncieHo B Tadmune. CornacHo HEKOTOPBIM BaPUAHTaM OCYIIECTBIICHHS CTEIIEHb
POACTBEHHOTO OTHOLICHUS COAEPKUT KOIP(UIIEHT POACTBEHHOTO OTHOIIECHN. HanpumMep, B3BEIICHHAsI CyMMa

MOXKET OBITh BBIYHCIICHA JJIT MHOXKECTBA JUCKPETHBIX T€HOMHBIX MHTEPBAIOB COBIABIIETO CETMEHTA, TAK YTO
__ A1+ 47 + (0,75 x 43) + (0,5 x 48)
Tay = n .

B3BEIICHHAsl CyMMa BbIpa)keHa MOCPEACTBOM:
CornacHO HEKOTOPHIM BapHaHTaM OCYIIECTBJICHUS CTEIEHb POJCTBEHHOTO OTHOIICHUS COICPKHUT KOA(-
¢unument poncrtsa. Hampumep, B3BemIeHHAs CyMMa MOJKET OBITh BBIYHCICHA I MHOXKECTBA AWCKPETHBIX Te-

HOMHBIX HHTEPBAJIOB COBIIABIIETO CETMEHTA, TAK YTO B3BEIICHHAS CYMMAa BBIPAKEHA ITOCPEICTBOM:
k. —A1t@sx (43 + A7)) + (0,25 x A8)

xy L .
9 coCTOSHHI UACHTUYHOCTH IJIA 2 amnenei y 2 JUTIUIONIHBIX UHAUBUAYYMOB, I'I€ COCTOSAHUSA, UACHTUYHBIC I10
MMPOUCXOKACHNIO, COCANHCHBI JIMHUCH

gggg%gc,m BepoargoctsBraag B f,], Braax s r,
a-—>b
I A 1 {
c—d
a-—p
A ¥ 0
€ = d ?
a—b
| A, 1/2 3/4
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a—Db
A, 0 0
c d
a b
yd As 1/2 3/4
c—d
a b
A 0 0
c—d
a b
I A 1/2 1
C d
a b
l A 1/4 1/2
c d
a b
Ay 0 0
C d

2 amnens B WHAUBUAYYME X NPCACTABIAIOT co0oif a u b, a 2 aens B UHAUBUAYYMEC Yy NPCACTABIAIOT CO-
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6ot ¢ u d. [opu3oHTaNIBHBIC TMHUHN YKa3bIBAIOT HA TOMO3UTOTHOCTh HHAUBUAYYMA MO UACHTUIHOCTH TIO TIPOUC-
XOXIeHUIo. [y TaHHBIX COCTOSHUN WIACHTUYHOCTH 3HAYCHHS A; TAlOT BEPOATHOCTh WIACHTUIHOCTH IIO TIPOWC-
XOKJIEHHIO, & TpaBble 2 CTONOIA yKa3bIBAIOT BKIas B K03 duiuenT nHbpuaunra f,, moromcTBa HHIMBHIYYMOB
X My ¥ POJCTBO % MEXKIYy HHIUBUIYYMAMH X U Y.

O6o001mIasi yka3zaHHOE BBIIIE, CIIOCOO ompeneseHus cTeneHu pojctBeHHoro oTHomeHus (COR) mexmy
IBYMS WHIMBHIYYMaMH MOXXET MpeNycMaTpuBaTh HIACHTH(HKaruio ydacTkoB IBD ¢Qa3mpoBaHHBIX HaHHBIX,
OIICHKY IOVCKPETHBIX T€HOMHBIX MHTEPBAJIOB HAa OCHOBE KOJMYECTB HAOJFOJAaCMbIX ITONAPHBIX COBIAJCHUH Tall-
JIOTHTIA, TIPOBEACHNE KOPPEKTUPOBKH KOJIMIECTBA MTOTIAPHOTO COBIIAJICHUS Ha OCHOBE COCTOSHHNA TOMO3UTOTHO-
CTH TIPH JHCKPETHBIX TEHOMHBIX MHTEPBaJaX, IPHUCBOCHUE BECOB JAUCKPETHBIM yJacTKaM W BBIYHCIICHUE B3Be-
MIEHHOW CYMMBI ¢ TIOJIydeHHEM OIICHOK KO3 (UIMEeHTa POJICTBEHHOTO OTHOIICHHS W/WiIN Kod(hdummeHTa
poAcTBa.

BrI4ucIuTe b HBIE CHCTEMEI.

Hacrosiee m300peTeHrEe OTHOCHUTCS K BBIYHCIHTEIBHBIM CHCTEMaM, KOTOPBIC 3alpOrpaMMHpPOBAHBI Ha
BBIMOJTHEHHUE CITOCOOOB COTIACHO HACTOAIIEMY u300pereHuio. Ha ¢ur. 2 moka3zaHa BRIYHCITHTEIbHAS CHCTEMa
201, koTopast 3anporpaMMHUpPOBaHa MU HHBIM 00pPa30M BBIITOJIHEHA C BO3MOXHOCTb, HAIIPUMED, TTOTyYCHHS Tall-
JOTUTMHYECKUX AAHHBIX JUIA MOIMYIIIUN TECTHPYEMBIX WHIANBHIYYMOB (HAaIlpuMep, Te TaIUNIOTUITNYECKUE TaH-
HBIE COAEP)KaT MHOXKECTBO T'€HETHYECKHX MapKepoB, OOMHMX VI MOMYJSINHA TECTUPYEMBIX MHIUBHIYYMOB),
pa3gencHus TalIOTUIMYECKUX TaHHBIX HA CETMEHTHl HA OCHOBE MHOKECTBA TEHETHUYECKHX MapKepOB, COIOC-
TaBJICHHS HAa OCHOBE MHOXECTBA T€HETHYCCKHX MAapKEPOB CETMEHTOB TaINIOTUIIHYECKUX NAHHBIX, KOTOPHIC
HICHTUYHBI IO TIPOUCXOKICHUIO, MEXIY MEPBBIM HHIMNBHIIYYMOM U BTOPBIM HHIUBHUAYYMOM CPEIH TOMYJISIIIAN
TECTHPYEMBIX MHINBUIYYMOB (HalpuMep, Tl KaXIbId U3 COBMABIINX CETMEHTOB MMEET IIEPBHINA pa3Mmep, KOTo-
PBIi IPENICTABISACT COOOM MO MEHBIIIEH Mepe MPEIBAPUTEIBHO ONPEICIICHHBIN MTOPOTOBEIA pa3Mep, U COICPIKUT
MO0 MCHBIICH Mepe TMPEABAPUTEIBHO ONPEACICHHOE YUCIO TEHETHYCCKUX MapKepOB), Pa3/eiCHUS COBIIABIINX
CErMCHTOB Ha MHOKECTBO TUCKPETHBIX TEHOMHBIX HHTEPBAJIOB, OIICHKH TUCKPETHBIX TCHOMHBIX HHTEPBAJIOB Ha
OCHOBE (i) CTEIICHHM COBIAJICHUS IO TOMO3UTOTHOCTH JUCKPETHOTO TEHOMHOTO MHTEpPBaja Y NEPBOTO WHIWBH-
JyyMa HIIH BTOPOTO MHAUBUAYyMa i (ii) CTENICHH MOMapHOT0 COBMACHHS TUCKPETHOTO TCHOMHOTO MHTEpBa-
Jla MEKAY MEPBEIM UHIUBUAYYMOM M BTOPBIM WHIUBUAYYMOM, C TOJYYCHHEM TaKUM 00pa30M MHOXKECTBA OIle-
HOK, KOPPEKTUPOBKH MHOKECTBA OLIEHOK Ha OCHOBE COTJIACOBAHHOCTH MHO)KECTBA OIIEHOK, TIOJIy4asi TAKUM 00-
pa3oM MHOXXECTBO CKOPPEKTHPOBAHHBIX OIICHOK, NMIPUCBOCHUS MHOJKECTBA BECOB MHOYKECTBY AMCKPETHBIX Te-
HOMHBIX MHTEPBAaJOB (HAallpUMep, HA OCHOBE MHO)KECTBA CKOPPEKTHPOBAHHBIX ONEHOK IMCKPETHBIX T€HOMHBIX
WHTEPBAJIOB), BEIYUCIICHHS B3BEIIEHHOW CYMMBI JJIsI MHOXECTBA IMCKPETHBIX T€HOMHBIX WHTEPBAJIOB COBIIAB-
IIET0 CerMeHTa (HarpuMep, Ha OCHOBE MHOKECTBA CKOPPEKTUPOBAHHBIX OLIEHOK U MHOKECTBA BECOB), U OLIEHKH
CTETIEH! POICTBEHHOTO OTHOIICHUS MEXIy NMEepBHIM MHIWBHAYYMOM M BTOPHIM HHAMUBHAYYMOM (HampuMmep, Ha
OCHOBC B3BCIICHHBIX CYMM COBIABIIUX CETMCHTOB). BrruncnurenpHas cucreMa 201 MOXET perymupoBath pas-
JIMYHBIC ACTICKTHI aHAIIN3a, BEIYUCICHUS U TIOJTYYCHHUS COTIACHO HACTOSAIIEMY H300pPETCHUIO, TAKHE KaK, HAPH-
Mep, MONYyYCHHE TAIUIOTUIHYCCKUX MAHHBIX IS TOMYJSIIMA TECTHPYEMBIX WHAWBUAYYMOB (HampuMep, Koraa
TaIUIOTUIIMYCCKUE JTAaHHBIC COICPIKAT MHOXKECTBO TCHETHYCCKHX MAapKEpOB, OOIIUX IS MOMYJISIIIHA TECTUPYE-
MBIX WHIUBUAYYMOB), pa3/icJICHUE TAIUIOTUIIMYCCKUX TAHHBIX HA CETMCHTHI HA OCHOBE MHOXKECTBAa IeHETHYE-
CKHX MapKepoB, COIIOCTaBJICHHE HA OCHOBE MHOKECTBA T€HETHYECKUX MAapPKEPOB CETMEHTOB TaIlIO THITHYECKIX
JTAHHBIX, KOTOPBIE HACHTUYHBI 110 MPOMCXOXKICHHIIO, MKy IEPBBIM HHAWBAIYYMOM U BTOPHIM HHINBHIYYMOM
CpeIy TOMYJIIUN TECTUPYEMBIX HHINBHAYYMOB (HampuMmep, TAe¢ KaKIbIH M3 COBIABIIMX CETMEHTOB MMEET
TIEPBBIN pa3Mep, KOTOPBIN MPENCTaBISET COOOH 10 MEHBIIIEH Mepe MPEABAPUTEILHO OTNPEACIEHHBIH ITOPOTOBBIH
pa3mep, U COACPXKUT IO MEHBIIEH Mepe MPeIBapUTEIbHO ONPEACICHHOE YHCIO TeHETHIECKUX MapKepoB), pas-
JICJICHIE COBIABIINX CETMEHTOB HA MHOXECTBO JWUCKPETHBIX T€HOMHBIX MHTEPBAJIOB, OIEHKA IHCKPETHBIX Te-
HOMHBIX MHTCPBAJIOB Ha OCHOBE (i) CTEIICHH COBMAJCHHS MO TOMO3HIOTHOCTH JUCKPETHOTO T€HOMHOTO HHTEp-
BaJia y MEPBOTO MHIUBUIYYMa M BTOPOTO HHAWBHUAYYyMa WIH (ii) CTEIIEHU MOTIAPHOTO COBMAACHUS UCKPETHO-
0 TEHOMHOTO WHTEpBAJIa MEKAY MEPBHIM HHIUBHIYYMOM U BTOPHIM HHAWBHUAYYMOM, C IOJIYYCHHEM TaKUM
00pa3oM MHOXECTBAa OICHOK, KOPPEKTHPOBKA MHOKECTBA OLICHOK Ha OCHOBE COTJIACOBAHHOCTH MHOXECTBA
OIICHOK, TIOJIy4asi TaKUM 00pa3oM MHOXKECTBO CKOPPEKTHPOBAaHHBIX OICHOK, MPHCBOCHHUE MHOXECTBA BECOB
MHOXECTBY TUCKPETHBIX TCHOMHBIX MHTEPBAJIOB (HANPHMEpP, HA OCHOBE MHOKECTBA CKOPPCKTHPOBAHHBIX OIIC-
HOK JIHUCKPETHBIX TEHOMHBIX MHTEPBAJIOB), BEIYHCICHNE B3BEUIICHHOW CYMMEBI AJISI MHOKECTBA JAWCKPETHBIX Te-
HOMHBIX WHTEPBAJIOB COBIIABIIIETO CETMEHTA (HAIpUMeEp, HA OCHOBE MHOXECTBA CKOPPEKTHPOBAHHBIX OIICHOK U
MHOYXECTBA BECOB), U OIICHKA CTENCHH POJICTBEHHOTO OTHOIICHHS MEXIY IEePBBIM WHAWBHIYYMOM M BTOPBIM
WHINBUAYYMOM (HaIlpuMep, Ha OCHOBE B3BEIICHHBIX CYMM COBIABIINX CETMEHTOB). BrrumcnurensHas cucrema
201 MOXKeT OBITh AIEKTPOHHBIM YCTPOHUCTBOM ITOJIH30BATENS WITH BRIYUCIATEIHHON CHUCTEMOM, YIaJIeHHO Paco-
JIOXKCHHOW MO OTHOIICHHUIO K 3JICKTPOHHOMY YCTPOWCTBY. DICKTPOHHOE YCTPOHCTBO MOXKET OBITh MOOMIBHBIM
AJIEKTPOHHBIM YCTPOWCTBOM.

Brruncnurensnas cucrema 201 BkitouaeT ueHTpanbHbIM nponeccop (CPU, Ttaxke "mpoueccop” u "mpo-
1eccop KoMmbioTepa' B HACTOsIIEM JOKyMeHTe) 205, KOTOPBIA MOXKET OBITh OJHOSCPHBIM WJIH MHOTOSICPHBIM
MPOLIECCOPOM, MJIIM MHOXKECTBOM ITPOIIECCOPOB JUISl TMapajlieIbHOW 00paboTku. Brranciurenshas cucrema 201
TaKXkKe BKIIOYACT MaMATh WK sueiky mamsata 210 (Hampumep, ONEpaTHBHYIO MaMsTh, MOCTOSIHHYIO MaMSTh,
(bmAII-naMATh), IEKTPOHHBINH OJOK XpaHeHus 215 (Hampumep, KECTKHH IHCK), KOMMYHHUKAIIMOHHBIA WHTEP-
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¢eiic 220 (HanpuMep, CETEBOH aganTep) IS CBSI3M C OJHON WIIM HECKOJIBKMMU APYTMMH CHCTEMaMH U nepude-
PUIHBIME ycTpocTBaMu 225, TAKMMH KaK K3II-TaMATh, APYyTrasi MaMsITh, XPAHWIHIIE JaHHBIX W/WIN ICKTPOH-
HbIe afantepsl auctuies. [lamsats 210, 6ok xpanenus 215, natepdeiic 220 n nepudepuiiasie ycrpoiictBa 225
ceszanbl ¢ CPU 205 yepe3 KOMMYHHKAIIMOHHYIO IMUHY (CIUIONIHBIC JIMHWW), TaKyl0 KaK MaTepUHCKas IuIaTa.
brox xpanenus 215 MoxeT OBITh OJIOKOM XpaHEHHs JaHHBIX (WJIH PETO3UTOPHEM NaHHBIX) JUIS XpaHEHUs JTaH-
HBIX. BeranciurensHas cuctema 201 MOXeT OBITh OTIEpATHBHO MOAKIIOYEHA K KoMIbloTepHOH ceTH ("cetr") 230
¢ momortipio nHaTepdetica cBsa3u 220. Ceth 230 MOXET MpeACTaBIATL co00it ceTh MHTEpHET, HHTpaceTh W/HIN
BHEITHIOIO CETh, WJIM HHTPACETh W/WIIN BHEITHIOIO CE€Th, KOTOPBIE CBsi3aHbI ¢ ceThio MHTepHeT. Ceth 230 B HEKO-
TOPBIX CIIydasiX SIBISIETCS TEIEKOMMYHHKAIIMOHHON CEThIO M/WIIM ceThlo mepenaun naHHbIX. Cerb 230 mMoxer
BKJIIOYATh OJMH WJIM HECKOJIBKO KOMITBIOTEPHBIX CEPBEPOB, KOTOPBIE MOTYT 00ECIeuuBaTh BO3MOXKHOCTDH pac-
NpE/ICIICHHBIX BBIYUCIICHUH, TAKUX KaK 0OJayHble BBIYHCICHHS. HanpuMep, OAWH WM HECKOJIBKO KOMIBIOTEP-
HBIX CEPBEPOB MOTYT 00ECIIeYnBaTh BO3MOKHOCTh 00JauHbIX BhIuncieHuit B cetn 230 ("obmaxo") Juist BBIIOI-
HEHUS pa3JIMUHBIX ACTIEKTOB aHaJIM3a, BHIYMCIICHUS M MOJIYYEHHs COTJIACHO HACTOSIIEMY M300pETEHHIO, TAKHUX
KaK, HallpUMep, TOJIyYeHNE TaIIOTHINYECKUX JaHHBIX JJIS MOMYJISIIAU TECTUPYEMBIX WHIMBHIYYMOB (Hampu-
Mep, TA€ TalUIOTHINYECKUE JaHHBIE COAEPKAT MHOXKECTBO I€HETHYECKHX MapKepOB, OOIMMX IS IOIYJISIIIHN
TECTHPYEMBIX HHIUBHIYYMOB), pa3/eleHHE TAIUIOTHIINYECKAX JAaHHBIX Ha CETMEHTHl Ha OCHOBE MHOXKECTBA
TEeHETHIECKHUX MapKepOB, CONOCTABIICHHE Ha OCHOBE MHOKECTBAa TEHETHYECKIX MAPKEPOB CETMEHTOB TaIlJIOTH-
MUYECKUX JAHHBIX, KOTOPBIE HACHTUYHEI 110 MPOUCXOXKICHHUIO, MEXKIY HEPBBIM HHIANBUAYYMOM U BTOPHIM HH-
JTUBHUIIYYMOM CpEIU HOITYJISIINH TeCTHPYEMBIX HHIANBHAYYMOB (HAaIlpUMeED, I/I€ KaXKAbI M3 COBIABIINX CETMEH-
TOB MIMEET TIEPBBIH pa3Mep, KOTOPHIN MPeACTaBIsAeT cOO0H M0 MEHbBIIEH Mepe TPeABAPUTEIHLHO ONpeaeICHHBINH
MIOPOTOBBIN pa3sMep, U COJACPIKUT 10 MEHBIIEH Mepe NMpeABapUTEIbHO ONPEIEIICHHOE YUCIIO0 TeHETHIECKUX Map-
KEPOB), pazJeJIeHUE COBMABIINX CETMEHTOB Ha MHOKECTBO JIMCKPETHBIX I'€HOMHBIX MHTEPBAJIOB, OIICHKA JIHC-
KPETHBIX TeHOMHBIX MHTEPBAJIOB Ha OCHOBE (i) CTENCHU COBIMAACHUS 10 TOMO3HIOTHOCTH IMCKPETHOTO T'€HOM-
HOTO MHTEpBajia y IepBOro MHAMBHAYYMa WM BTOPOTO MHAMBUAYyyMa WiH (i1) CTENEHN HOIMapHOTO COBIA/ICHHS
JMCKPETHOTO T€HOMHOTO MHTEpBaJa MEXAY HEPBBIM HHANBUIYYMOM M BTOPBIM MHAWBUAYYMOM, C HOJIy4CHHEM
TaKUM 00pa3oM MHOKECTBa OLIEHOK, KOPPEKTHPOBKAa MHOXECTBA OLICHOK Ha OCHOBE COTJIACOBAHHOCTH MHOXE-
CTBa OIICHOK, ITOJTydasi TAKUM 00pa30M MHOXKECTBO CKOPPEKTHPOBAHHBIX OIIEHOK, IPHCBOCHNE MHO)KECTBA BECOB
MHOXECTBY TUCKPETHBIX TCHOMHBIX MHTEPBAJIOB (HAIIPHMEpP, HA OCHOBE MHOYKECTBA CKOPPEKTHPOBAHHBIX OIIC-
HOK JWCKPETHBIX T€HOMHBIX WHTEPBAJIOB), BBHHCICHHEC B3BEUIICHHON CYMMBI IS MHOXKECTBA AWCKPETHBIX Te-
HOMHBIX WHTEPBAJIOB COBIIABIIIETO CETMEHTA (HAIPUMeEp, HA OCHOBE MHOXECTBAa CKOPPEKTHPOBAHHBIX OIICHOK U
MHOYXECTBA BECOB), U OIICHKA CTENCHH POJICTBEHHOTO OTHOIICHHS MEXIY IEPBBIM WHAWBHIYYMOM M BTOPBIM
WHJIMBHIYYMOM (HaIpuMep, Ha OCHOBE B3BELICHHBIX CYMM COBIIABIINX CerMeHTOB). Takue oOaadHbIe BEIYHCIIC-
HHUSL MOTYT IIPEAOCTaBISAThCS IUIaTGopMaMy OOJaYHBIX BBIYMCICHUH, TaKMMHU Kak, Hampumep, Amazon Web
Services (AWS), Microsoft Azure, Google Cloud Platform u IBM cloud. Cetp 230, B HEKOTOPBIX CIydasx ¢ Mo-
MOIIBIO BBIYMCIUTENBbHON cucTeMbl 201, MOXeET peaan3oBaTh OJHOPAHTOBYIO CETh, KOTOpPas MOXKET IT03BOJHTH
YCTPOMCTBaM, MOJKITIOYSHHBIM K BEIYUCINTEIbHOM cucteMe 201, BecTH cedsl Kak KIMEHT WIIN CEpBEp.

CPU 205 MOXeT BBIIOJHSATD ITOCIIE0BATEIbHOCTh MAITMHOYUTAEMBIX HHCTPYKINH, KOTOPBIE MOTYT OBITH
BOIUIOMICHBI B MPOTpaMMe WM IPOTpaMMHOM obOecriedeHnH. MHCTpyKIMM MOTYT OBITH COXpaHEHHI B srueiike
TaMsTH, Takol kak mamsaTth 210. MHcTpykmu MoryT ObITh HampasieHsl Ha CPU 205, koTopbie BIOCIEICTBUN
MOTYT 3aIporpaMMHUPOBATh UM MHBIM 00pa3zoMm ckoHdurypupoBath CPU 205 ajs BEITIOTHEHHS CTIOCOOOB CO-
TJIACHO HacTosmeMy u3obperenuto. [Ipumeps! oneparuii, BemoaasIeMbix CPU 205, MOryT BKIIIOYaTh BEIOOPKY,
JIEKOTUPOBAHNE, BRITIOJTHEHNE H 00OPATHYIO 3aITUCh.

CPU 205 MokeT ObITh 4acThlO CXEMBI, TAKOI KaKk MHTETpaJibHasl cxeMa. B cxeMy MOTyT OBITh BKIFOUCHEI
OJIMH WJIM HECKOJIBKO JIPYTMX KOMIOHEHTOB cucTeMbl 201. B HEKOTOPHIX ciydasx cxema IpeacTaBisieT CO0O0i
CHEMAIN3UPOBaHHYIO HHTErpanbHylo cxemy (ASIC).

bnok xpanenus 215 MoxeT XpaHUTh (aiibl, TaKue Kak JpaidBepsl, OMOIMOTEKH M COXpaHEHHBIE ITPOTPaM-
Mbl. biiok xpanennst 215 MoXeT XpaHHUTh MOJIb30BaTEIbCKHE JTaHHBIC, HAPUMED, MOJIb30BATEIbCKUE MPEANoY-
TEHHS ¥ TI0JIb30BaTENIbCKHUE MpOrpaMMbl. BeraucimtenpHas cuctema 201 B HEKOTOPBIX CIIydastX MOXKET BKIIO-
YaTh OJWMH FJIN HECKOJBKO JOTOIHUTEIBHBIX OJIOKOB XpaHCHHS JaHHBIX, KOTOPBIC SBISIOTCS BHEIIHUMH IO OT-
HOIICHUIO K BEIUMCIHTENBHONU cucteme 201, Hampumep, paclioioKeHHBIMH Ha yOaJICHHOM cepBepe, KOTOPBIHA
CBSI3aH C BEIYUCIUTENHHOM cucTteMoi 201 depe3 uHTpaceTh Wiv ceTh IHTEpHET.

BrrancnurensHas cuctema 201 MOXKET CBSI3BIBATHCS C OTHOM FIIM HECKOJIBKIMHM YAaJCHHBIMU BBIYHCIIH-
TeJIHHBIMU cUCTeMaMu depe3 ceTh 230. Hampumep, BerauciaurensHas cuctema 201 MOKET B3aMMOJEHCTBOBATH C
YIaJCHHOW BBIYHMCIUTEIFHOW CHCTEMOM MOJb30BaTeNs (HampUMep, BIafelblla JOMAIIHETO >KUBOTHOTO, Bia-
JieTblia TUTOMHKKA, BETepHHapa, 3aBO{YMKa, COTPYIHHKA ITPHUIOTA [UIS )KUBOTHBIX, Bpada, MEACECTPHI, CHJICIIKH,
HanuenTa win cyobekra). [IpuMeps! ynaneHHBIX BBIYUCIUTENBHBIX CUCTEM BKIIOYAIOT MEPCOHAIBHBIE KOMITBIO-
Tepsl (HanpumMep, mopratuBHeIA 1K), TuraHmeTHbIE KOMITBIOTEPHI (HarpuMmep, Apple® iPad, Samsung® Galaxy
Tab), Tenedonsl, cmaptdonsl (Hanpumep, Apple® iPhone, yctpoiicTBa ¢ mogaepxkkoit Android, Blackberry®)
WY TIepCOHANBHBIE NU(POBBIE BCIOMOraTeNnbHbIe ycTpoiicTBa. I1onp30BaTesib MOXKET MOJYYHUTh JTOCTYH K BBI-
yucnureabHoi cucreme 201 uepes cets 230.

OnwncaHHBIE B HACTOSILIEM JOKYMEHTE CHOCOOBI MOTYT OBITh peajM30BaHBI MOCPEICTBOM BBIMOJIHAEMOM
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KOMITBIOTEPOM (HAIPUMED, IMPOLIECCOPOM KOMITBIOTEPa) MPOrPAMMBI, XPAHSIICHCS B 3JCKTPOHHOM XPaHIITUIIE
BBIYHMCINTENbHON cuctemsl 201, Hanpumep, B mamat 210 iy sneKTpoHHOM OJ10Ke XpaHeHus 215. Beimonnse-
Masi KOMITBIOTEPOM TPOrpaMMa MIIM MAIIHHOYHTAEMBIH KO MOTYT OBITh MIPEIOCTABIICHBI B BUJE POTPAMMHOTO
obecrieueHns. Bo Bpemsi HCIIONIB30BaHUS MPOTpPaMMa MOXKET BBITIONHATHCA mporieccopoMm 205. B HekoTOphIX
CIIyJasiX MporpaMma MOXKET OBITh U3BJIeUeHa U3 OJIoka XpaHeHus 215 u coxpanena B mamsatu 210 1yt 6p1CTpOTO
nmoctyna mnporeccopoM 205. B HEKOTOPBIX CiTydasx dJIeKTPOHHBINA OJIOK XpaHeHUs 215 MoXKeT ObITh UCKITIOUCH, U
BBITTOJTHSAEMAast KOMIIBIOTEPOM TIporpaMMa XpaHuTcs B mamstu 210.

[Iporpamma MokeT OBITH HpPEABAPUTEIHHO CKOMITMIMPOBAaHA M CKOH(HUTYpHpOBaHA JJIS BHIIOJHCHHS Ha
KOMITBIOTEPE C MPOIIECCOPOM, TIPUCTIOCOOICHHBIM IS BEITIOJHEHUSI IPOTPAMMBI, WM MOYKET OBITh CKOMITHIIH-
pOBaHa BO BpEeMs BBIOJTHECHHS. [IporpaMMa MOKET OBITh NMPEIOCTABICHA HA S3BIKE MPOrPAMMHPOBAHUS, KOTO-
pBIif MOXET OBITH BBIOPAH ISl BHIMIOJHEHUS MIPOTPAaMMEI B IPEABAPUTEIHHO CKOMITHIIMPOBAHHOM WIJIH CKOMITH-
JMPOBAHHOM BHUJIC.

ACTICKTBI CHCTEM U CIIOCOOOB, PACKPBITHIX B HACTOSIIEM JTOKYMEHTE, TAKUX KaK BBIYHCIHUTEIbHAS CUCTEMA
201, MoryT OBITH BOILIOMICHEI B IPOTPaMMHUPOBAHHUU. Pa3muuHbIC aclIEKTHl TEXHOIOTUH MOKHO PacCcMaTpUBATh
Kak "TpOAYKTHI" WM "H3eTus MPOU3BOJICTBA", KaK MPaBUIIO, B JOpME BHITIOTHIEMONW KOMITBIOTEPOM (WITH TPO-
[IECCOPOM) TIPOTPAMMBI W/¥IJTH CBS3aHHBIX MAHHBIX, KOTOPBIE MEPEHOCATCS WIIM BOIUIOMIAIOTCS B THIIE MAIIHHO-
YUTAaeMOT0 HOCHUTEN. BEImomHseMass KOMIBIOTEPOM IpOrpaMMa MOXKET XPaHHUTHCS B SJICKTPOHHOM OJIOKE Xpa-
HEHHA, TAKOM KakK MaMsTh (HapuMep, MOCTOSHHAS aMATh, OTIePaTUBHAS NaMATh, (DISII-IaMSTh) WIA HA JKECT-
KoM nucke. Hocutenpb Trma "XpaHmimuiie" MOXeT BKII0YaTh JIO0YI0 WIIH BCIO MAaTEPHATBHYIO TIAMSITh KOMITBIO-
TEPOB, MPOIIECCOPOB U T.II. WJIHM CBSA3aHHBIE C HUIMU MOJIYJIH, TAKHE KaK Pa3IMIHBIC MTOTyTIPOBOIHUKOBEIE 3aI10-
MUHAOIIUE YCTPOICTBA, JICHTOYHBIC HAKOITUTEIH, TUCKOBBIC HAKOMMUTEIH U T.II., KOTOPHIE MOTYT 00ECIICYHBATh
JONTOBPEMEHHOE XpaHEHHE B JII000e BpeMs JJIsl IPOrpaMMHpPOBAaHUs IporpaMMHoro oGecrieuenus. Bee mpo-
rpaMMHOE OOCCIICUCHHE HIM €T0 YaCTH MOTYT BPEeMs OT BPEMCHH IepeiaBaThCsl Yepe3 ceTh MHTepHEeT Wiu pas-
JUYHBIC JAPYTHE TEICKOMMYHHUKAI[MOHHBIE CeTH. Takue CBs3W, HANpPHMEP, MOTYT OOECHEeUUTh 3arpy3Ky Mpo-
TPaMMHOT'O 00ECIIEYEeHHsI ¢ OJTHOTO KOMIIBIOTEpa WIIH MpoLeccopa Ha APYToi, HalpuMep, ¢ cepBepa yIpaBJIeHUs
WA XOCT-KOMITBIOTEpa Ha KOMIIBIOTEpHYIO IatdopMy cepBepa mpuiaokeHuid. Takum obOpasom, Apyroit tum
HOCHUTES,, KOTOPBIA MOXKET HECTH MPOTPAMMHBIC JIEMEHTHI, BKIIIOYACT ONTHYECKHE, AIEKTPHUSCKUE H IJICKTPO-
MarHUTHBIC BOJHBI, HAIPIMEP, HUCIIONB3yeMble yepe3 (uzndeckne nHTep(eich MeX Ty JIOKAITbHBIMU YCTPOHCT-
BaMH, Yepe3 MPOBOJHBIC W ONTHIECCKHE CTAIIMOHAPHBIC CETH U 10 Pa3IMYHBIM paguokaHanaM. OU3ndecKue die-
MEHTBHI, TIepEeIAIOIINe TaKHe BOJIHBI, TAKHE KaK MIPOBOJHBIC MIIM OECIIPOBOIHBIC KaHAJBI CBSI3H, ONTHUECKHE Ka-
HAJIBI CBS3H U T.IL., TAKOKE MOTYT PacCMaTPHUBATHCS KaK CPellbl, HECYIIHe IporpaMMHoe obecrieueHne. B KoHTek-
CTE HACTOSIIETO U300PETCHHS TEPMUHBI, TAKHE KaK "KOMITBIOTEP" WM "MAITUHOYATACMBIN HOCHTEIB", €CIIK OHU
HC OTPaHHYCHBI MAaTEPUATBEHBIM "HOCHTEIEM JAHHBIX" JTOJTOBPEMEHHOI'O XPAaHECHUsS, OTHOCATCS K JFOOOMY HO-
CUTEIII0, KOTOPBIN YU4aCTBYET B MPEIOCTABICHUN HHCTPYKIIMHA MPOIIECCOPY IS BHITIOTHCHUS.

CrnenoBatenbHO, MATMHOYATACMEI HOCHTENb, TAKOW KAaK BBHIMOJHSACMAass KOMITBIOTEPOM IPOrpamma, Mo-
JKET MPUHUMATh MHOXECTBO (popM, BKIrOUYas Oe3 OrpaHHMUYCHHS MaTepHANBHBIH HOCHTEIh NaHHBIX, HOCHTEIb
HECyIIeH BOJNHBI WU (DU3UYCCKYIO Cpely Iepeiadn. DHEPTOHEe3aBUCUMBIC HOCHUTENN JAHHBIX BKIIIOYAIOT, Ha-
prUMep, ONTHYECKHE WM MAarHWTHBIC JHUCKH, TaKWe Kak JI000e M3 3alIOMHHAIOMIUX YCTPOWCTB B JIFOOOM KOM-
mpioTepe (KOMITBIOTEpax) | T.I., HAPAMEpP, KOTOPBIE MOTYT HCIIONB30BATHCA UL pealnn3anud 0a3 JaHHBIX U
T.JI., TOKa3aHHBIX Ha YepTekaxX. DHEPrOHE3aBHCHUMBIC HOCHTEIM JAHHBIX BKIIOYAIOT AMHAMHUYECKYIO MaMSITh,
TaKyI0 KaK OCHOBHAs MaMsATh TaKOW KOMIIBIOTEPHOH matdopMel. MaTepruanbHbIe Cpeasl Iepeaadyl BKIIOYAIOT
KOaKCHaJIbHbIE KaOeli, MeTHBIH MPOBOJ M ONTOBOJIOKHO, BKIIIOYAs IPOBOJA, COCTABISIONINE ITHHY B BHIYHCIIH-
TenbHOM cucteMe. Cpena mepenadn HecyIed BOJTHBI MOXET MPUHUMATE (OPMY IIIEKTPHUCCKUX WU IIIECKTPO-
MarHUTHBIX CUTHAJIOB, aKyCTUYCCKHUX WU CBETOBBIX BOJIH, TAKMX KaK T€, KOTOPBIE TEHEPUPYIOTCS BO BpeMs pa-
muouactotHod (PY) u madpakpacnoit (MK) nepenaun nanueix. Takum oOpazom, pacrpocTpaHeHHBIE (HOPMBI
MAIIMHOYUTAECMBIX HOCUTEICH BKIIFOYAIOT, HATIPUMED: TUCKETY, THOKUH TUCK, )KECTKUH JTUCK, MATHUTHYIO JICH-
Ty, M000H Apyroi MarHuTHEIN Hocutenh, CD-ROM, DVD umu DVD-ROM, nro6oii 1pyroit onTHdeckuii HOCH-
TeNb, OYMaXHYIO JICHTY JUIs meppoKapT, 00 Ipyroil Gpu3mYecKuii HOCUTENb JaHHBIX C CETKON OTBEPCTHIA,
RAM, ROM, PROM u EPROM, FLASH-EPROM, n100y10 Apyryr0 MUKPOCXEMY TaMSTH WIH KapTPUIK, HECY-
IIyIO BOJIHY, IIEPEIAIOIIyI0 JaHHBIE WM HHCTPYKITNH, KaOeIH WiTH TNHAH, TIepealolie TaKylo BOJIHY-HOCHTEINb
WM J000# APYroif HOCHUTENb, C KOTOPOTO KOMITBIOTEP MOXKET CUHTHIBATH IMPOTPAMMHBIN KOJ W/WIIN TaHHBIE.
MHuorue u3 3Tux (OpM MANITMHOYNUTAEMBIX HOCHTEIEH MOTYT HCIOJIB30BATHCS IUII MEpeHOca OTHOM WM He-
CKOJIBKHX IOCTIEIOBATEIBHOCTEH OIHOM MIM HECKOJIBKUX MHCTPYKLHH B MIPOIIECCOP AJIS BHITIOTHEHUS.

Brraucnurenbraas cuctema 201 MOXET BKIIIOYATh WIIM UMETh CBS3b C DJIEKTPOHHBIM JucIuieeM 235, KOTo-
pBIii conepkuT moib3oBatenbckuit nHTepdeiic (Ul) 240 anst mpemocraBieHHs, HapUMEp, TaIUIOTHITHYECKUX
JTAHHBIX, TCHETUYECKAX MapKEpPOB, COBIMAIAONINX CETMCHTOB TaIlNIOTUITHYCCKUX TAHHBIX, KOTOPBIC MIACHTUYHBI
MO MPOUCXOKACHUIO MEXKIY MEPBBIM WHAWBHIYYMOM M BTOPBIM HHIMBHIYYMOM, OICHOK AMCKPETHBIX T€HOM-
HBIX MHTCPBAJIOB, CKOPPCKTUPOBAHHBIX OIICHOK JIMCKPETHBIX TCHOMHBIX WHTEPBAJIOB, BBIYMCICHHBIX B3BEIICH-
HBIX CYMM MHO)KECTBA JUCKPETHBIX TEHOMHBIX WHTEPBAJIOB M OIICHCHHOW CTEIEHU POJCTBCHHOTO OTHOIICHHUS
MEXIy TIEPBBIM HHIMBUIYYMOM M BTOPHIM HHAMBHAYYMOM. [Ipumepsr Ul BkitowaroT Oe3 orpaHuueHUs Tpadu-
yeckuii monb3oBatenbekuii uaTepdeiic (GUI) u momp3oBaTensckuii BeO-uHTEpPEiic.

CrocoObI M CUCTEMBI COTIIACHO HACTOSAIIEMY H300PETEHHIO MOTYT OBITH BBIITOJIHEHBI TIOCPEACTBOM OJIHOTO
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WIIM HECKOJIBKUX aJITOPUTMOB. AJITOPUTM MOXET OBITh BBINOJHEH MOCPEACTBOM IIPOTPaMMHOTO OOeCIIeYeHHs
IIPY BBITIOJHEHUH LEHTPAIBHBIM IporeccopoM 205. AJTOpUTM MOXKET, HAIIpUMEp, MOJIy4aTh IalUIOTUITMIECKUE
JaHHBIC I MOMYJIIIMHA TECTUPYEMbIX HHIUBUIYYMOB (HAaIpHMep, TZle¢ TaluIOTUIMYECKHE TaHHBIE COAepKat
MHOYECTBO T€HETHYECKIX MapKePOB, OOIINX JJIS OIS TECTHPYEMBIX HHINBHUAYYMOB), Pa3ACiATh Tamio-
TUIIMYECKUE JaHHBIE HA CETMEHTHl HAa OCHOBE MHOXKECTBAa T€HETHYECKHX MapKepOB, COIOCTABIATH Ha OCHOBE
MHOYECTBA T€HETHYECKUX MapKEPOB CETMEHTHI TAIUIOTHITNYCCKUX JaHHBIX, KOTOPbIC HACHTUYHBI 110 TIPOUCXO0XK-
JICHHUIO0, MEXIy MEPBBHIM HHIUBUIYYMOM W BTOPBIM WHAWBUIYYMOM CPEAW MOIYISAIUHA TECTHPYEMBIX HHIUBH-
IyyMOB (HampuMep, TAe KaXXIbId U3 COBMABIINX CETMEHTOB MMEET MEPBEI pa3Mep, KOTOPBIN MPEACTaBIsCT CO-
0011 M0 MeHbIIEH Mepe MPeaBAPUTENHLHO OINPEACICHHBIH MOPOTOBBIN pa3Mep, M COAEPKUT IO MEHBIIEH Mepe
NpeIBapUTEIHHO ONPENEICHHOE YHCIIO TeHETHYECKUX MapKepOB), Pa3AeiiaTh COBIIABIINE CETMEHTHI Ha MHOXe-
CTBO JIMCKPETHBIX TEHOMHBIX UHTEPBAJIOB, OIICHUBATH AUCKPETHBIE TEHOMHbIE HHTEPBAJIBI HA OCHOBE (1) CTETIEHH
COBIIQJICHUS 110 TOMO3MI'OTHOCTH IMCKPETHOTO TEHOMHOT'O MHTEpBaJia y IEpPBOTO MHIMBHAYyyMa WM BTOPOTO
MHIUBHAYyMa WM (i1) CTENIEHM MOMApHOTO COBIAJICHHS JUCKPETHOTO T€HOMHOTO MHTEpBalla MEXIy IEepBBIM
WHJIMBHIYYMOM W BTOPBIM MHAWBUIYYMOM, C IOJYYEHHEM TaKUM 00pa3oM MHOXKECTBA OLIEHOK, KOPPEKTHPO-
BaTh MHOKECTBO OIIEHOK Ha OCHOBE COTJIACOBAHHOCTH MHOYKECTBA OLICHOK, IOTy4as TAKHM 00pa3oM MHOKECTBO
CKOPPEKTHPOBAaHHBIX OIICHOK, OIICHWBAaTh MHOKECTBO BECOB MHOXECTBA JHUCKPETHBIX T'€HOMHBIX HHTEPBAJIOB
(mammpuMep, Ha OCHOBE MHOYKECTBAa CKOPPEKTHPOBAHHBIX OLIEHOK AMCKPETHBIX T€HOMHBIX WHTCPBAJIOB), BBIUIC-
JIITH B3BEUICHHYIO CYMMY JUISI MHOKECTBA TUCKPETHBIX TEHOMHBIX HHTEPBAJIOB COBIIABIIEIO CETMEHTa (HAIpH-
Mep, Ha OCHOBE MHOKECTBAa CKOPPEKTHPOBAHHBIX OIEHOK M MHOKECTBAa BECOB), U OLIEHUBATH CTENCHH POJICT-
BEHHOTO OTHOIICHHS MEXIy MEPBBIM MHIMBHIYYMOM M BTOPHIM HHIMBHIYYMOM (HaIlpEMep, Ha OCHOBE B3Be-
IICHHBIX CYMM COBIIaBIIMX CEIMEHTOB). BrramcnurenbHas cucteMa 201 MOXKeT perynupoBarh pa3iM4HBIE ac-
MEKTHI aHaJIM3a, BEIYHUCIICHHS U TIOJyYESHUS HACTOSIIIIETO N300pETEHMs, TaKHE KaK, HallpUMep, MOIy4eHHE TaIio-
TUINYECKUX JaHHBIX JUIS MOIYJISIIIMN TECTUPYEMBIX MHANBUIYYMOB (HapuMep, I/ie TarIoTUIIMYECKNE JaHHbIe
COJIep’KaT MHOYKECTBO T€HETHUECKUX MapKepoB, OOIMIMX JUIS MOIYJISIMN TECTUPYEMBIX HHAMBUAYYMOB), pa3je-
JICHUE TalUIOTUIIMYECKHUX JaHHBIX Ha CETMEHTHI HA OCHOBE MHO)KECTBA T€HETHUECKUX MapKePOB, COIIOCTaBIICHHE
Ha OCHOBE MHOKECTBA TCHETUIECKHUX MAapKEPOB CETMEHTOB TAIUIOTHITHIECKUX JTAaHHBIX, KOTOPHIE HACHTUIHEI 10
MPOMCXOXKICHUIO, MEXIy NEPBBIM MHIUBUAYYMOM M BTOPHIM MHIUBUAYYMOM CPEAH HOMYJISIINHA TECTHPYEMBIX
WHINBUAYYMOB (HaIlpuMep, Iie KaXKAbIi M3 COBIABIINX CETMEHTOB UMEET IEPBHIN pa3Mep, KOTOPBIH MpeacTaB-
JsIeT OO0l 0 MEHBIIEH Mepe MPeIBapUTEIILHO ONPEIEICHHBIN MOPOTOBBIN pa3Mep, U CONEPXKUT 10 MEHbBIIICH
Mepe IpeaBapUTEIbHO OMpPEeICHHOS YUCIIO TeHETHYECKUX MapKepoB), pa3JelicHHe COBIABIINX CETMEHTOB Ha
MHOYECTBO JTUCKPETHBIX T'€HOMHBIX MHTEPBAJIOB, OIEHKA AMCKPETHBIX T€HOMHBIX MHTEPBAJOB Ha OCHOBE (i)
CTENICHN COBITIAJICHHS 110 TOMO3UTOTHOCTH IHCKPETHOTO T€HOMHOTO MHTEpBaja y IEPBOTO MHAMBUAYYMA HIIH
BTOPOT0 MHAMBUAYyyMa WM (ii) CTEIIEHH IONAapHOTO COBIMAAEHHS TUCKPETHOIO T€HOMHOTO MHTEpBaJla MEXKIY
NEPBBIM MHAWBUIYYMOM M BTOPBIM HHIMBHIYYMOM, C ITOJyY€HHEM TaKMM 00pa3oM MHOKECTBa OIICHOK, KOp-
PEKTHPOBKa MHOXECTBAa OIIGHOK Ha OCHOBE COTJIACOBAHHOCTH MHOXKECTBA OILICHOK, IOJIydass TakKMM 00pazoM
MHO)KECTBO CKOPPEKTUPOBAHHBIX OLICHOK, IPHCBOCHHUE MHOKECTBA BECOB MHOMKECTBY JMCKPETHBIX I'€HOMHBIX
MHTEPBAJIOB (HAIpUMEp, HA OCHOBE MHOXXECTBAa CKOPPEKTUPOBAHHBIX OIIEHOK JTUCKPETHBIX T€HOMHBIX WHTEpPBa-
JIOB), BHUHCJICHNE B3BEIICHHOW CYMMBI JUII MHOXKECTBA IMCKPETHBIX T€HOMHBIX MHTEPBAJIOB COBIIABIIECTO CET-
MeHTa (HarpuMep, Ha OCHOBE MHOKECTBAa CKOPPEKTHPOBAHHBIX OIICHOK M MHOYKECTBA BECOB), M OIICHKA CTETICHH
POICTBEHHOTO OTHOIIEHHS MEXAY MEePBBIM WHAWBHAIYYMOM M BTOPBIM HHIMBHIYYMOM (HampuMep, Ha OCHOBE
B3BEIICHHBIX CYMM COBIIABIIIMX CETMEHTOB).
IIpuMmepbI

IIpumep 1. Anroputm WOOPHS 11 onieHku cTeneHy poACTBEHHOTO OTHOIIEHUS U POJCTBA.

Hcnonp3yst crioco0bl M CHCTEMBI COTIIACHO HACTOSIIEMY N300PETEHHIO BBITIOJIHSIIN AJITOPUTM B3BELICHHO-
ro HabmoaeHus o61ero napuoro ramiotuna (WOOPHS) i oneHKH cTeneHd poACTBEHHOTO OTHOIICHUS WK
poACTBa MEXIy MHIMBHIAyyMaMmH (Hampumep, coOakamu). Bo-TepBBIX, F€HOTHUIIMYECKUE TaHHBIC IOIYJISILHN
MHIUBHIYYMOB oOpadarsiBasu ¢ momonipio GERMLINE ¢ nonyuennem MaccuBa MONApHBIX COBIIAJICHUE U COB-
HafieHuil M0 FOMO3UTOTHOCTU MHAMBHUAYYMOB. 3aTeM Ui JaHHOHN mapbl MHAUBHAYyyMoB anroputM WOOPHS
BBITIOJTHSACTCA CIIeAyonM obpa3omM. MHTepBans! cooTBeTcTBHS (matches array) COPTHPYIOTCS IO XPOMOCOME,
HAYaIbHOMY IOJIOKEHHUIO ¥ KOHEYHOMY ITOJIOKEHHIO. 3aTeM CO3IaeTCsl M MHUINAIN3UPYETCS 3all0THEHHBIN Hy-
nsimu MaccuB (ibd_scores) st XpaHEHUS MOJICUETOB MOMAPHBIX M TOMO3UTOTHBIX MOJCYETOB B JUCKPETHBIX Te-
HOMHBIX WHTEpBalaX. 3aTeM CO3JaeTcs M WHHUIHAIM3UPYETCs MycTOH crmmcok (prior intervals) mmst XpaHeHHS
BCEX MUCKPETHBIX TCHOMHBIX HHTEPBAJIOB A0 TEX IOP, IOKa OHU He OyIyT OTOpoIIeHsl. 3aTeM s KaXKIOH Xpo-
MOCOMBEI: (2) OTCOPTHPOBAHHBIN MacCHB BCEX MOJIOKEHUI Ha XpOMOCOMe, 0003HAUEHHBIX pa3pBIBAMH IUCKPET-
HBIX MHTepBasoB (interval breaks), reHepupyeTcs u coxpassercs B 0a3e maHHbIX H (b) A KaxIOH CTPOKH
(match_row) B match array Ha XxpoMocoMe: TeKyIast CTpOKa COBITaICHHS JJIsl JIIOOBIX TMCKPETHBIX HHTEPBAJIOB,
YK€ BCTPEUABIIUXCS B NPEABIIYIINX CTPOKAX, OLIEHUBAETCS, JIIOObIE MPENBIAYIINEe HHTEPBAJIbI, KOTOPBIE OBUTH
TIOJTHOCTBIO TIPEB30MICHBI, yIANSIOTCS U3 MaMsITH, HOBBIC JAUCKPETHBIC MHTEPBAJIBI B match row cosmarorcs u
COXpPaHSAIOTCS, a HOBBIC MHTEPBAJIBI COXPAHSIOTCS B prior_intervals.

OreHka (Ha OCHOBE THUIIOB COBNAJCHUI U BECOB) M KOPPEKTUPOBKA/PETYINPOBKA MOJCYETOB BHITOIHSIIOTCS
cremyromuM oopa3zoM. IlepBoHadanbHas OICHKA COBIABIINX JAUCKPETHBIX TCHOMHBIX HHTEPBAJIOB SBISETCS dM-
nuprdeckoii. KomudecTBo monapHbIX coBmaneHnit Mmexxay uaauBuayymamu (0, 1, 2, 3 wim 4) win coBmaaeHui
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M0 TOMO3UT'OTHOCTH y Kaxjaoro mHauBuayyma (0 wim 1) 3ammchIBaeTcst MOCTENIEHHO 110 MEpe TOro, KaK airo-
putv WOOPHS npoxoaut depe3 AUCKpETHbIE T€HOMHBIE MHTEpBajbl Ha XpoMocome. OfHAKO Ha caMOM Jele
CYIIECTBYET OTpaHMYCHHOE KOJIMYECTBO JOMYCTHMBIX KOMOWHAITMA TOMO3HWTOTHBIX M MOMAPHBIX COBIAICHHM.
ITockombky GERMLINE HeoO6s3aTensHO coolmmaeT 000 BCeX COBIANEHUSAX, B 3aBUCHMOCTH OT KOHKPETHBIX
HCcToNb3yeMbIx MeTok anroputMm WOOOPHS koppektupyer HaOiomaeMble MOACYETHI JUISI TOTO, YTOOBI OHHU
COOTBETCTBOBAJIM HAICKAINM KOH(PHUTYpanusM MoACUeTOB (KaK MOKa3aHO B CBOJIKE STHUX BO3MOKHBIX KOH(H-
Typaiuii oJicueToB B Tabnwmie, BocrpoussenenHoi n3 Hedrick and Lacy). 13 neBsaTr cocTOsSTHUH B 3TOM TaOIH-
1I€ TOJILKO TISITh BHOCST BKJIAJ] B pPOACTBEHHOE OTHOIIICHHWE U POJICTBO, a ABa (COCTOSHUS 3 U 5) MOTYT OBITH J0-
TIOJIHUTENBHO CXKAThl, MOCKOJIbKY OHHM MAEGHTHYHBI C TOYKH 3PEHMS NPUCBOEHHsS Beca. OcTajbHBIE COCTOSHHSA
MOKHO UTHOPHPOBATH (HAIIPUMEp, MPUCBOUTH UM HYJICBOH Bec), TaK KaK OHM HE BHOCSAT BKJIAIl B BBIYHCIICHUE
POICTBEHHOTO OTHOILICHHUS MM POJICTBA.
Takum o6paszom, WOOPHS pabotaer co cieqyrommumMu 4eThIpbMsl KOHPUTYPASIMU COCTOSTHUN TOo/CYe-
TOB COBIAJCHUI:
(1) Cocrosaue 1 = {ITomapao = 4, MO TOMO3UTOTHOCTH = 2}
(2) Cocrosaue 3 = {I[TomapHo = 2, MO TOMO3HTOTHOCTH = 1}
(3) Coctosrme 7 = {IlomapHo = 2, M0 TOMO3UTOTHOCTH = 0}
(4) Cocrostame 8 = {ITomapuo = 1, mo roMO3HTOTHOCTH = O}
3arem anroputm WOOPHS npenycMmaTpuBaeT KOPpEKTHPOBKY KOJUYECTB MOTIAPHBIX COBIAJCHUN B KOH-

(urypanusax ¢ HeIOMyCTUMBIM COCTOSTHIEM TOJICIETOB COBMAICHUH CIICTYIOIAM 00pa3oMm:
Habmoaenue {IlomapHo = 3, mo romMo3urotHoctd = 1} wucmpaBieHo Ha {[lomapHo = 2, mo

romo3urotHoctd = 1} (Cocrosaue 3).

Habmonenue {Ilomapro = 3, mo romosurotHoctd = 0} wmcmpaBieHo Ha {[lomapro = 1, mo
romos3urotaocTd = 0 (Cocrosumue 8).

Habmozaenune {Ilomapro = 4, mo romosurotHoctd = O mim 1} mcmpasieHo Ha {Ilomapuo = 2
(Cocrostaue 8, ecimu o roMo3uroTHOCTH = 0, COCTOSIHHE 7, €CJIH IO TOMO3HTOTHOCTH = 1).

Hab6moaenne {TlomapHo = 2, Mo roMO3UTOTHOCTH = 2} cnipaeicHO Ha {IlomapHo = 4} (CocTosHHC
1).

Habmonenune {Ilomapro = 1, mo romo3urotHoctd = 1 miam 2} mcmpasieHo Ha {Ilomapao = 2
(CocrosHue 3, ecy IO TOMO3HIOTHOCTH = 1, HTHOPHPYETCS, SCITH 10 TOMO3ZUTOTHOCTH = 2).

Habmozaenue {ITomapHo = 3, mo roMo3HToTHOCTH = 2 } HenpasieHo Ha {Ilomapro = 4 (Cocrosmue

1.

[Mocne Toro, Kak CoBHagarONINe AUCKPETHBIE TeHOMHBIE HHTEPBAJIBI ITOJICUNTaHbl M CKOPPEKTUPOBAHEI, KO-
a¢punment poacreennoro otHomreHus (COR) w/umm koappunment poxcrsa (COK) BEIUUCISIOTCS CIEIYIOMINAM
o6pazoM. [lociie KOPPEKTUPOBKH COCTOSIHUS MTOJICYETA MOMIAPHBIX COBIAJCHUH BCEM YYacTKaM MPHCBAMBAIOTCS
Beca 3a MX BKJIaJ B POJCTBEHHOE OTHOLICHUE M POJICTBO, KaK MOKazaHO B Tabmune. HakoHen, poxcTBeHHOE OT-
HOIIIEHWE W POJICTBO PACCUUTHIBAIOTCS CleayromuM obpa3oM. IlycTe Al mpeactaBisieT coOOH OOIIYI0 CyMMY
JUIMH T€HOMa, TIPHCBOEHHBIX OHOMY M3 YETHIPEX COCTOSHHI IOJICUETa COBMIAJCHUIT i. Torna poacTBeHHOE OT-
HOIIEHHE I'yy U POJACTBO Kyy MOKHO BEIYHCIIHTE IIOCPEACTBOM CIIETYIONINX BBIPAXKEHHIA:

_ A1+ A7 + (0,75x43) + (0,5 x 48)

Ty i3

_ A1+ (05x (43 + A7) + (0,25 x 48)
xy - L

k

rae L mpencrasisier co0oii 00IIYO [UITHHY pacCMaTpUBACMOT0 T'eHOMA.

CornacHO HEKOTOPBIM BapUaHTaM OCYIICCTBICHHS COOpPaHHBIC TCHOTUITUYCCKUC NAHHBIC W/HJIHM TarioTH-
MUYCCKUC JAHHBIC MOMYJISAIUN WHAUNBUIYYMOB MOTYT OBITH COXPAHEHBI B 0a3¢ JAHHBIX IS MMOCICAYIOIIETO IMo-
UCKa. 3aTeM o0pa3el] MOKET OBITh B3SAT Y TECTHPYEMOTO WHIUBUAYYMA, 3aTE€M MOTYT OBITh MOTYYCHBI TCHOTH-
MUYCCKUC TAHHBIC W TAIIOTHIIMYCCKHUE TaHHBIC JJI TECTUPYEMOTO MHIMBHIYYMa. 3aT€M MOXKET OBITh BBIIIOJ-
HeH anroputM WOOPHS n1st onpezenienust creneHu poACTBEHHOI'O OTHOILIEHUS WM POACTBA MEXY TECTUPYe-
MBIM WHAWBHAYYMOM H KaKIBIM M3 OJTHOTO MJIM HECKOJBKUX WHAMBHIAYYMOB momyisanuu. Hakorer, B 6aze qan-
HBIX MOXXET OBITH BBITIOJIHEH TOWCK JUIS M3BIICUYEHUS ITOJAMHOKECTBA IMOIMYJIAINN WHAWNBHIYYMOB, MMEIOIIIX
CTETIeHb POJCTBEHHOI'O OTHOIICHHUS WM POACTBA, KOTOPAas MPEBBIIIACT 3apaHee ONpeeIeHHOe IIOPOTOBOE 3HA-
YeHne. JTO MOJAMHOXKECTBO POACTBECHHBIX WHAWBHIYYMOB MOJKET OBITH OTCOPTHPOBAHO WIIM PAHXHUPOBAHO HA
OCHOBE CTETICH! POJICTBEHHOTO OTHOIIICHHS WA POACTBA C TECTUPYEMBIM HHIUBHIIYYMOM.

B Hacrosmem ToKyMeHTe OBLTH MOKa3aHbI U ONKCAHBI MPEIIOYTUTEIIFHBIC BAPHAHTHI OCYIIICCTBICHUS Ha-
CTOSIIEr0 M300PETCHHUs, OJHAKO CICIHAINCTAM B JAHHON 00JAaCTH TEXHUKU OYCBUIHO, YTO TAKUC BAPHUAHTHI
OCYILICCTBIICHUS TPUBEACHBI TOJBKO B KauecTBe IpuMmepa. He mpenmonaraercs, 94To HACTOAIICEe H300pETCHHE
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OTPaHUYMBACTCS] KOHKPETHBIMHA IPUMEPaMHU, PEACTABICHHBIMY B ONTMCAHUH. XOTs N300peTeHne ObLIO OIHMCAHO
CO CCBUIKOH Ha BBIIIEYNIOMSHYTOE OMMCAaHUE, ONMUCAHUS U WIIIOCTPALUU BAPHAHTOB OCYIIECTBIICHUS B HACTOS-
MeM JOKYMEHTE He MpeAHa3HAa4YeHBI IJIs1 TOJKOBAHUS B OIPaHHYUTEIBHOM cMbIcie. CrienuanucrtaM B JaHHOU
00J1aCTH TEXHWKH OYEBHIHBI MHOTOYHCICHHbIC BApHAILlMM, N3MCHEHHS W 3aMEHbI, HE OTKJIOHSIONINECS OT Ha-
cTostero n3ooperenus. Kpome toro, ciemyeT NOHHMaTh, YTO BCE aCMEKThl HACTOSILNETO M300pETEHHs HE Orpa-
HUYEHBl KOHKPETHBIMH M300paXCHUSIMHU, KOHOUTYpAIUsIMH MM OTHOCUTEIBHBIMU NPOTOPILHUAMH, U3JI0KCHHBI-
MH B HACTOSILEM JOKyMEHTE, KOTOPBIE 3aBHUCAT OT MHOKECTBA YCIIOBUH U epeMeHHbIX. ClielyeT IOHUMATh, 9TO
pa3nuyHbIe aJbTEPHATUBBI BapHAHTAM OCYLIECTBICHHS W300PETEHHs, ONUCAHHBIM B HACTOSIIEM IOKyMEHTE,
MOT'YT OBITh MCIIOJB30BaHbI IIPH NMPAKTUYECKOM IMPUMEHEHNH HacTosero nzodperenus. IloaroMy npenrmosnara-
eTcsl, YTO HACTOsIIIee M300pEeTeHHE JOJDKHO TAKXKE OXBATBHIBATh JIIOOBIE TaKWe ajlbTEPHATHUBBI, MOJAM(UKAIINY,
Bapuanuy WM SKBUBAIEHTHI. [Ipenmnonaraercs, 4To cienyromas popMmyiia H300peTeHHs onpeelnser o0beM Ha-
CTOSIILIETO U300pETEHHS, ¥ YTO CIIOCOOB! M KOHCTPYKIIMH B IIpeesiax oobeMa (popMyIIbl H300peTeHHs U UX SKBU-
BAJICHTHI OXBATBHIBAIOTCSI HACTOSIIUM H300PETEHUEM.

OOPMVIIA U30BPETEHUA

1. KomnproTepu3upoBaHHBIN CIIOCOO OICHKH CTETIEHH POJCTBEHHOTO OTHOUICHHS MEXIY OBYMS HMHIUBH-
IyyMaMH AUTUTOMIHON TOIYJISINH, TIPETyCMaTPHUBATOIITIIA:

(a) moyYeHHe TamIOTHITUYECKUX AAHHBIX JUIS MOIYJISIIMN TECTUPYEMBIX MHIUBHUAYYMOB, IPUYEM TaIlio-
TUIINYECKUE JaHHBIC COAEPKAT MHOXKECTBO T€HETHYECKHX MapKepOB, OOLIMX JUIS MOIYJSIIAM TECTUPYEMBIX
WHIUBUIYYMOB,

(b) pazneneHue raiIOTHIMYECKUX JaHHBIX HA CETMEHTHI HA OCHOBE MHOKECTBA T€HETHYECKUX MapKEPOB,

(c) ISt KaXkIo# MOMYJIALUH TECTUPYEMBIX HHINBUAYYMOB!

(i) conmocTaBneHnEe HA OCHOBE MHOXKECTBA TEHETHYECKIX MapKEPOB CETMEHTOB TAIUIOTHITNIECKUAX TaHHBIX,
KOTOpBIe MISHTHYHBI 1O mpoucxoxaernto (IBD), Mexmy mepBIM MHINBHIYYMOM W BTOPHIM HHIMBHIYYMOM
CpeIy MOIyJSAINHA TSCTUPYEMbBIX MHIUBUIYYMOB, IPUYEM Ka)KIBIH M3 COBIABIINX CETMEHTOB MMEET IEPBBIN
pasMep, KOTOPBIH MPENCTaBISAET COOOM M0 MEHBIIIEH Mepe MPEABAPUTEIHHO OTPEICIICHHBII TTOPOTOBBINA pa3Mep,
1 COIEPIKUT IT0 MEHBIIIEH Mepe MpeaBapUTEeIFHO ONPENEIeHHOE YHUCIIO TCHETHIECKUX MapKepOB,

(i) A7 KaKIO0TO M3 COBMABIINX CETMEHTOB MEKIY IEPBHIM HHIMBHIYYMOM U BTOPHIM WHANBUAYYMOM:

pas/iesieHue COBIIABIIEr0 CErMEHTa Ha MHOXECTBO TUCKPETHBIX TeHOMHBIX HHTEPBAJIOB,

OLIEHKY Ka)kKI0TO M3 MHOXKECTBa JUCKPETHHIX T€HOMHBIX MHTEPBAJIOB HA OCHOBE (1) CTENEHU COBMAACHUSA
110 TOMO3UTOTHOCTH JTUCKPETHOI'O TEHOMHOT'O MHTEpBaJa y TIEPBOTO MHIAMBUAYYMa MM BTOPOTO WHIUBHIYyMa,
IPU 3TOM CTENEHb COBIMAAEHUS IO TOMO3UIOTHOCTH HPEICTABISIET COOOH YHMCIIO COBIAIAIOIINX 110 TOMO3HUIOT-
HOCTH TaIJIOTHIIOB B JUCKPETHOM I'€HOMHOM HMHTEpBaje B IIPEAeiax OJHOTO MHIMBHAYyMa, U (ii) cTerneHu no-
MapHOTO COBMAJECHHUS TUCKPETHOTO FEHOMHOTO MHTEpBaja MEXIy NEPBHIM WHIUBHIYYMOM M BTOPHIM MHIMBHU-
IyyMOM, TIPH 3TOM CTEIEeHb MOIIAPHOTO COBHAJCHHS MPEICTABIACT COOOW YHCIIO COBMAAAIONINX TaIUIOTUIIOB B
JTUCKPETHOM T€HOMHOM HMHTEpBaIe MEXAY ABYMS HHIUBHAYYMaMH, C TIOTYYCHHEM TaKuM 00pa3oM MHOXKECTBa
OIICHOK,

KOPPEKTHPOBKY Ka)XIOW W3 MHOXKECTBA OLIEHOK HA OCHOBE COTJIACOBAHHOCTH MEXIY CTEICHBIO COBIAJIC-
HUS 110 TOMO3WUTOTHOCTH ¥ CTETIEHBIO MOIAPHOTO COBIAJICHHUS MHOKECTBA OIEHOK, IOJIydYas TakuM oOpa3oM
MHOYECTBO CKOPPEKTHPOBAHHBIX OIICHOK,

NIPUCBOCHNE MHOXKECTBA BECOB MHOXECTBY IMCKPETHBIX T€HOMHBIX HHTEPBAJIOB Ha OCHOBE, MO MEHBILECH
Mepe YacTHYHO, MHOXKECTBA CKOPPEKTUPOBAHHBIX OIICHOK, 1

(ii1) BBIYMCIICHHE B3BEIICHHOW CYMMBI JUIS MHOXKECTBA AMCKPETHBIX T€HOMHBIX HHTEPBAJIOB COBIIABILIETO
CErMEHTa Ha OCHOBE MHOXKECTBA CKOPPEKTHPOBAHHBIX OLIEHOK M MHOXKECTBA BECOB,

(d) omeHKy cremneHH POJCTBEHHOTO OTHOLIEHHUS MEXIY NMEPBBIM MHIMBHIYYMOM W BTOPBIM HHIWBHIYY-
MOM Ha OCHOBE B3BEIIEHHBIX CyMM COBITABIINX CETMEHTOB.

2. Cnoco0 1o 1.1, r/1e TUTUTONIHAS TTOMYJISAINS TPEACTABIACT COOO0M MOMYJISIINIO MICKOITUTAIONUX.

3. Crioco6 1o 1.1, rae rarioTHIMYecKne JaHHBIEe MOJydaloT, TI0 MEHBIIEH Mepe 4acTUYHO, TyTeM obpa-
OOTKHM TEeHOTHIMYECKUX JAHHBIX HOMYJISIAHA TECTUPYEMBIX HHIUBHYYMOB C IPUMEHEHNEM aJITOpUTMa (asupo-
BaHU TaIJIOTHIIOB.

4. Cnoco6 1o 1.3, rae anroput™M (Ha3upoBaHUS TAIJIOTHUIIOB COJACPIKUT alNTOPUTM (pa3upoOBaHUs TaIIOTH-
MOB Ha OCHOBE ATAJIOHA, COAEpKAIUN OUCK Ha OCHOBE CKpBITOI Monenu Mapkosa (HMM).

5. Crioco06 mo 1.3, rae anroput™ (ha3upoBaHUs TAIUIOTUIIOB COIEPKUT aITOPUTM (ha3UpOBaHUS TaIUuIOTH-
TIOB Ha OCHOBE 3TaJIOHa, IPH 3TOM aJropUTM (pa3upoBaHUs rarIOTUIIOB HA OCHOBE 3TAJIOHA COJIEPIKUT aITOPHTM
Eaglel, anroputm Eagle2, anroputm PHASE, anroputm fastPHASE, anroputm BEAGLE, anroputm Findhap,
anroput™ Impute, anroputm Flmpute, anroputm Alphalmpute, anroputm IMPUTE2, anropurm MaCH, anro-
putm SHAPEIT1, anroputv SHAPEIT2, anroputv SHAPEIT3, anroputv SHAPEIT4 nnu nx xoMmOuHanuio.

6. Crioco06 1o 1.3, T/ie TEHOTUITHYECKUE NaHHBIC TOMYyYaloT, TI0 MEHBIICH Mepe YaCTHIHO, IMTyTeM OIICHKH
OmoTornYecKuX 00pasIoB, B3ATHIX Y MOMYIANNN TECTHPYEMbIX HHINBHIYYMOB, FIIH HX IIPOU3BOJHBIX.

7. Crocob 1o 1.6, Tae OIeHKa MOTIOTHUTEIHLHO MPEeIyCMAaTPUBAET CEKBEHHUPOBAHUE OMOJIOTHIECKUX 00-
Pas310B WIX UX MPOU3BOIHBIX IS TOYIEHUS MHOKECTBA MTPOUYTECHIH CEKBEHNPOBAHNSI.
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8. Cnoco6 mno 1.7, T1e oleHKa JOMOIHUTEIBHO COJEPKUT BHIPAaBHUBAHHWE MHOMXECTBA ITPOYTEHUH CEKBe-
HUPOBAHUS C STAIIOHHBIM TCHOMOM.

9. Crtoco0 1o 11.6, T/ie OIeHKa TOTIOJHUTEIHLHO COACPKUT UCITOIb30BaHNE MATPUIHON THOPHIN3AIIHH.

10. Crioco6 1o 1.1, T1e MHOYKECTBO TEHETHIECKHUX MapKePOB COACPIKHUT TI0 MEHbIIIeH Mepe okosio 500 pas-
JIMYHBIX TCHETHIECKUX MapKepOB.

11. Cmoco6 mo 1.1, rie comocTaBiIeHne CeTMEHTOB TaIDIOTHIIHICCKUX JaHHBIX, KOTOPBIE WACHTHYHBI IO
MIPOUCXOXKICHNI0, TpeaycMaTpuBaer npuMeHeHue anroputMa GERMLINE, anropurma PLINK, anropurma
PREST, anroputma ciydaitHoi npoekmuu s ooHapykeHus IBD (RaPID), anroputma OpicTporo obHapyxe-
Hust IBD o6mux ramrorunos (FISHR), ycoBepiueHCTBOBaHHOTO aNropuTMa MASHTHYHOCTH MO MPOMCXOXKIe-
o (IBD), anropurma fastIBD, anroputma KING, anropurma HaploScore, anroputma TRUFFLE wmum ux
KOMOHWHAIIHH.

12. Crioco6 mo 1.1, rae npesBapuTEIbHO ONpPEeICHHBIN ITOPOTrOBEIA pa3Mep COCTABISIET IO MEHBINEH Me-
pe oxoo 100 TeICSY map HyKJIEOTHIOB (T.ILH.).

13. Cnoco6 mo 1.1, T1e npeaBapuTeNbHO ONPEAEICHHOe YUCIO FeHETHYECKNX MapKEpPOB COCTABIISIET I10
MeHbIIeH Mepe 0Kkos10 30 Pa3INIHBIX TEHETHYECKUX MapKEPOB.

14. Cnoco6 1o 1.1, TOTOJHUTENHFHO TPEeIyCMATPUBAIONIUIN pa3jielieHue COBMABIIMX CETMEHTOB, TaK YTO
JUCKpETHBIE TeHOMHBIC HHTEPBAaJIbl MHOJKECTBA JUCKPETHBIX TCHOMHBIX HHTEPBAJIOB UMEIOT PaBHEIA pa3Mep.

15. Cnoco6 1o 1.1, TOMOJHUTENHFHO MPEeIyCMATPUBAIONTUIN pa3jielieHue COBMABIIMX CETMEHTOB, TaK YTO
JIUCKpETHBIE TeHOMHBIE WHTEPBAIBI MHOXECTBA IUCKPETHBIX T€HOMHBIX HMHTEPBAJOB HMEIOT BapHaOeIbHBINA
pasmep.

16. Crioco6 o .15, rae BaprabenbHBIH pa3Mep AaHHOTO JTUCKPETHOTO TEHOMHOTO MHTEpBaja MHOXKECTBA
JMCKPETHBIX TEHOMHBIX MHTEPBAJIOB ONPEICIISIOT, 10 MEHbIIEH Mepe YacTHYHO, Ha OCHOBE HAYAIBLHOTO ITOJIO-
JKCHHS ¥ KOHEYHOTO TIOJIOXKEHUs coBmaaeHuil IBD, mpokcuManbHBIX TAaHHOMY AUCKPETHOMY TCHOMHOMY UHTEp-
BaJly, IUIOTHOCTH TEHOMHBIX MapKEpOB B JAHHOM JWCKPCTHOM T'C€HOMHOM HHTEpBAJIC, MAKCUMAIILHOTO YHCIIA
MapKepoB ISl TAaHHOTO TUCKPETHOI'O TEHOMHOTO WHTEpBalia, MAKCUMAJILHON JUTHHBI JAHHOTO JAUCKPETHOTO T'e-
HOMHOTO MHTEpBAaJIa WM UX KOMOWHAIIHH.

17. Crioco6 1o 1.1, TOTMOHATEIHHO MPEenyCMaTPHUBAIONINN OIEHKY Ka)KIOTO M3 MHOMXECTBA JTUCKPETHBIX
TeHOMHBIX MHTEpPBAJOB Ha OCHOBE (i) CTETIEHW COBMAICHHUS IO TOMO3UTOTHOCTH TUCKPETHOTO T€HOMHOTO HH-
TepBaja y IepBOTO MHAUBUAYYMa WM BTOPOTO MHAMBHAYyMa M (ii) CTENCHHN MOMapHOTO COBMAACHUS TUCKPET-
HOTO TEHOMHOTO MHTEpBaJia MEKAY MEPBBIM HHANBHIYYMOM M BTOPHIM HHIMBHIYYMOM, C MOJYYCHHEM TaKUM
00pa30oM MHOKECTBA OIICHOK COBIAICHUS IT0 TOMO3UTOTHOCTH M MHOXKECTBA OLIEHOK MTOTIAPHOTO COBMACHHS.

18. Croco6 1o 1.1, TOMOTHNUTENBHO TPeycCMaTPUBAIOIINI KOPPEKTHPOBKY MHOXKECTBA OLICHOK MOMapHO-
IO COBNAJICHHUS Ha OCHOBE COTJIACOBAHHOCTH IAHHON OLEHKH IIONApPHOTO COBIIQACHHS C COOTBETCTBYIOIICH
OLICHKOHM COBIIAZIEHUsI 110 TOMO3HMIOTHOCTH, C TIOJIyYEHHEM TakMM 00pa3oM MHOXKECTBA CKOPPEKTHPOBAHHBIX
OLICHOK ITOTIaPHOTO COBIAJICHUSL.

19. Croco6 1o m.1, JOMOJHHUTENBHO NPEIyCMAaTPUBAIONINK MPUCBOCHUE MHOXECTBA BECOB MHOXKECTBY
JIUCKPETHBIX TCHOMHBIX HHTEPBAJIOB Ha OCHOBE, TI0 MCHBINICH Mepe YaCTUYHO, MHOXKECTBA COCTOSTHUM MIICHTHY-
HOCTH JUTA IBYX aJUlesiell y IByX OUIDIOWAHBIX HHIUBUIYYMOB,

[P 3TOM HYJICBBIC Beca MPHCBAWBAIOT IUCKPETHBIM T€HOMHBIM MHTEpPBajaM C COCTOSTHUAMH HICHTUYIHO-
CTH, YKa3BIBAIOIIMMH OTCYTCTBHE IIOMIAPHOTO COBIAICHUS MEXAY ABYMSI TUILTONIHBIMI WHANBUIYYMaMH, H

IIPU 3TOM HEHYJEBHIE Beca NMPHCBAWBAIOT TOJIBKO IHUCKPETHBIM T€HOMHBIM HHTEPBAJaM C COCTOSHISIMH
WICHTUYHOCTH, YKa3bIBAIOIIUMH HEHYJICBOE MOMAPHOE COBIAJCHHE MEXAY ABYMS AWUIUIONIHBIMHA WHIUBUAYY-
MaMH.

20. Croco6 1o 1.16, rae MHOXKECTBO COCTOSIHAN WACHTUYHOCTHU COJIEPKAT COCTOSHHS MIICHTHYHOCTH, BEI-
OpaHHBIE U3 HIDKECIICAYIOIETO:
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TP ATOM IIEPBBII HHANBUIYYM X HMEET ajlleid a U b,

BTOPOH MHIMBHAYYM y HMEET ajuleNu ¢ | d,

TOPU30HTAJIBHBIC JINHUH JEBATH COCTOSHHN MICHTHYHOCTH YKa3bIBAIOT HA TOMO3UTOTHOCTh HHIUBHAYYMa
0 HACHTUYHOCTH 110 IIPOUCXOXKICHHIO, U

MHO’KECTBO BECOB NIPUCBANBAIOT JOTIOTHUTENBLHO HA OCHOBE MHOYKECTBA BKJIAI0B B POJICTBO Tyy.

21. Cnocob no .20, rae crerneHb POACTBEHHOTO OTHOIICHHS COACPXKHUT KOA(PQHUIIMEHT POICTBEHHOTO OT-
HOIIICHMS.

22. Cnoco6 mo m.21, MONMOJHHUTENBHO IMPEeIyCMaTPUBAIOMINN BBIYHCICHUE B3BCIICHHONH CYMMBI JUIS
MHOXECTBA JUCKPETHBIX I'€HOMHBIX MHTEPBAJIOB COBIIABIIETO0 CETMEHTA, IJie B3BELICHHAs CyMMa BhIpa)keHa
HOCPEACTBOM:

Al 4+ A7 + (0,75 x43) + (0,5 x 48)
Txy = L ’

rae Al, A3, A7 n A8 npeacTaBisieT co0oi 00IIyI0 CyMMY JUIMH T€HOMa, IPUCBOCHHBIX OJJHOMY M3 YETBIpEX
cocrosgauii moacuera cosnagennii Cocrosuuro 1, Cocrosinnio 3, Cocrossauio 7, COCTOSHHUIO 8, COOTBETCTBEHHO,
IpU 3TOM

Cocrosinme 1 = {IlomapHo = 4, 10 TOMO3UTOTHOCTH = 2}

Cocrosiame 3 = {IlomapHo = 2, 10 TOMO3UTOTHOCTH = 1}

Cocrosinme 7 = {Ilomapro = 2, mo romMo3urotHocTy = 0}

Cocrosinue 8 = {Ilonmapuo = 1, mo romosurorHoctr = 0},

a L mpencrasisier co0oit 00111yI0 JUIMHY paccMaTpUBaeMOro reHoma.

23. Crioco6 1o 11.20, r1e cTeneHb poACTBEHHOI'O OTHOLICHUS! COEPKUT KO3((UINEHT KPOBHOTO POJICTBA.

24. Cmoco0® mo 1m.23, MOTIOJHUTENHHO MPEeIyCMaTPUBAIOMIUNA BBHIYUCICHUE B3BEIICHHON CYMMBI IS
MHOXECTBA JUCKPETHBIX F'€HOMHBIX MHTEPBAJIOB COBIIABIIETO CETMEHTA, IJI€ B3BEUICHHAs CyMMa BBIpa)keHa
MOCPEICTBOM:
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A1 + (05 x(43 + A7) + (0,25 x 48)
Kxy = L ’

rae Al, A3, A7 n A8 npeacTaBisieT co0oi 00IIyI0 CyMMY JUIMH T€HOMa, IPUCBOCHHBIX OJJHOMY M3 YETBIpEX
cocrosgauii moacuera cosnagennii Cocrosguuro 1, Cocrosinnio 3, Cocrossauio 7, COCTOSHHUIO 8, COOTBETCTBEHHO,
IIPH 3TOM

Cocrostame 1 = {ITomapHo = 4, 110 TOMO3UTOTHOCTH = 2}

Cocrostane 3 = {[TomapHo = 2, 0 TOMO3UTOTHOCTH = 1}

Cocrostane 7 = {I[TomapHo = 2, 10 TOMO3UTOTHOCTH = 0}

Cocrosinue 8 = {Ilonmapno = 1, mo romosurorHoctr = 0},

a L mpeacraBisieT co00i 00IIyFO [UIMHY PacCMaTPUBACMOT0 T'eHOMA.

25. Croco6 mo 1.1, T/ie OlleHKa CTENCHH POJCTBECHHOTO OTHOIICHHS MEXIY IEPBBIM HHIWBHIYYMOM H
BTOPBIM HMHAMBHIYYMOM IPEIyCMaTPUBACT OIPEICIICHUE CTCIICHH WHOPHUIWHTA MEPBOr0 HHIAWBHIYyYMa WA
BTOPOT'O UHIUBUIYYMA.

26. Crioco06 1o 11.25, JOTOJHUTEIHFHO NPeyCMaTPUBAIOIINI ONpe/IeIeHHe CeMEHHOM B3aMMOCBS3H MEX Ty
MepBbIM WHAWBUAYYMOM W BTOPBHIM HHIMBHIYYMOM Ha OCHOBE, IO MEHBIICH Mepe YaCTHYHO, CTENICHH MHOPH-
JIHTA TIEPBOTO MHAUBUAYYMa H BTOPOT'O HHIAUBHAYYMA.

27. Cnoco6 1o 1m.26, rae ceMeiHas B3aMMOCBSI3b MPEACTaBISET co00i B3aMMOCBS3h POIUTENb-PEOCHOK,
B3aMMOCBS3b OpaT-cecTpa, B3aMMOCBS3b TETS/AANA-INICMIHHUK/TUIEMSHHIIA, B3aUMOCBS3b Ha YPOBHE IBOIO-
POIHBIN OpaT/IBOIOPOIHAS CECTpa WM B3aUMOCBS3h 0a0yITKa/meayiKa-BHyK/BHyYKa.

28. Cnoco6 1o 1.1, TOTOTHATETHHO MPEAYCMAaTPUBAIOIINNA TTOTYICHIE COIMATBHON CBI3U MEXITY TIEPBBHIM
CyOBEKTOM, CBSI3aHHBIM C IIEPBBIM HHAMBHIYYMOM, U BTOPHIM CYOBEKTOM, CBSI3aHHBIM CO BTOPHIM WHIUBUAYY-
MOM, Ha OCHOBE, [0 MCHBIIICH Mepe YacTUYHO, OLICHUBACMOI CTETICHH POJICTBCHHOTO OTHOIICHUS MEXIY Iep-
BBIM WHIWBUAYYMOM U BTOPBIM HHIHBHIYYMOM.

29. Cnoco0 no 1m.28, TIie CONUaIbHYIO CBS3b MOJIYYAIOT, KOTJa OICHUBAacMas CTCIICHb POACTBEHHOTO OT-
HOIIICHUS MEXy TICPBBIM HHIUBHIYYMOM H BTOPBIM WHIUBHIYYMOM IIPEBBIIIACT MPEIBAPUTECIHLHO OMPEICICH-
HOE MOPOTOBOE 3HAUCHHE, TN MPEABAPUTEIHHO OINPENEICHHOE MOPOTOBOE 3HAUCHHE COCTABISIET MO0 MEHBIIEH
Mepe okosto 0,001.

30. Croco6 mo 1m.28, e mepBbIil CYyOBEKT SBISICTCS BJIAJENbIEM IIEPBOTO MHIWBUIYyyMa B KadecTBE JIO-
MAIITHETO YKUBOTHOTO, M TJ€ BTOPOH CyOBEKT SIBISETCS BIAJENBIEM BTOPOTO HHANBHIAYYMa B Ka4eCTBE JOMAIll-
HETO KHBOTHOTO.

31. Cnoco6 1o 1.1, JOTIOIHUTENBHO MPETyCMATPUBAIOIINA HACHTH(DHUKAIIUIO CEMEHHON B3aUMOCBSI3U Me-
KTy TIEPBBIM UHIUBUAYYMOM M BTOPBIM WHINBHUAYYMOM Ha OCHOBE, IO MEHBIIICH Mepe YaCTHYHO, CTCIICHH POJI-
CTBCHHOTO OTHOIICHUS, TJIe CEMCHHAs B3aWMOCBS3b MPEICTABISACT COOOM B3aMMOCBSI3b POIHUTENB-PEOCHOK,
B3aMMOCBSI3b OpaT-cecTpa, B3aUMOCBS3b TETS/ASNA-IICMSHHUK/TUIEMSHHIIA, B3aUMOCBSI3b Ha YPOBHE JBOIO-
POIHEIN OpaT/ABOIOPOIHAS CECTpa WIIM B3aUMOCBSI3b OalymiKa/ ety Ka-BHyK/BHYYKa.

32. DHeproHe3aBUCUMBIA MAIIMHOYUTAEMBIA HOCUTENb, COAEPIKALIUN BBIMOJIHIEMYIO KOMIBIOTEPOM MPO-
rpaMMy, KOTOpas MPH BBIMOJHECHUH OJHHM WJIA HECKOJIBKAMH MPOLECCOPAMU KOMITBIOTEPA BBITIOIHSICT CIIOCO0
OIICHKH CTENICHHW POACTBEHHOTO OTHOIICHUS MEXIY ABYMS MHIUBUIYYMaMH JUIDIOWAHON MOITYIISAINH, TPUIEM
CIoco0 MpeaycMaTpHUBACT:

(a) momy4yeHwe TAIUIOTUNIMYECKUX JAHHBIX IS MOMYJISAINH TECTUPYEMBIX MHINBUAYYMOB, IPUYEM TaIuIo-
TUIIMYECKUE JaHHBIE COAEpPKAT MHOXKECTBO T'CHETHUECKHMX MAapKepOB, OOIIMX IUIS MOMYISAIHUH TECTUPYEMBIX
WHINBUIYYMOB,

(b) pa3genenne rarIOTUITMYECKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHOYKECTBA T€HETHIECKUX MapKepOB,

(¢) Ans KaXKAOH MOMYJISIIIAN TECTHPYEMBIX HHIUBUITYYMOB:

(i) comocTaBncHUE HA OCHOBE MHOYKECTBA TCHETHYCCKIX MAPKEPOB CETMCHTOB TaIUIOTHITUYCCKUAX TAHHBIX,
KOTOPBIC MICHTHYHEI MO mpoucxoxkacHuto (IBD), Mexay mepBbIM HHIMNBHIYYMOM U BTOPHIM HHIMBHIYYMOM
CpeI TOIMJSAIHMA TSCTUPYSMbBIX HHIUBUIYYMOB, TPUYEM KaXKIbId M3 COBIABIINX CETMCHTOB MMEET TEPBBIN
pa3Mep, KOTOPEIH MPEICTaBIsIEeT COO0H O MEHBIICH Mepe MPeBapUTEIHHO ONPEISICHHBINA TOPOTOBLIA pa3Mep,
¥ COZIEPIKUT IO MEHBINEH Mepe MpeaBapUTEeIFHO ONPENIEIeHHOE YHUCIIO TCHETHIECKUX MapKepOB,

(i) A7 KaXKIO0TO M3 COBMABIINX CETMEHTOB MEXKAY IEPBHIM HHIMBHIIYYMOM M BTOPHIM WHAWBUAYYMOM:

pa3zereHne COBIABIIETO CETMEHTa Ha MHOXKECTBO AUCKPETHBIX TEHOMHBIX HHTCPBAJIOB,

OIIEHKY Ka)KIOTO M3 MHOXKECTBA TUCKPETHBIX TCHOMHBIX MHTEPBAJIOB Ha OCHOBE (i) CTEIICHH COBIIAICHHUS
110 TOMO3UTOTHOCTH JTUCKPETHOT'O TEHOMHOTO WHTEpBAa y MEPBOT0 WHAWBUAYYyMa WM BTOPOTO WHAWBHIYYMa,
MIPY 3TOM CTETIEHb COBMAACHIS MO0 TOMO3HIOTHOCTH MPEACTABISIET COO0M YMCIIO COBMAMAIONINX TI0 TOMO3UTOT-
HOCTH TaIIOTUIIOB B TUCKPETHOM I'¢HOMHOM HHTEpPBAaJe B Tpeeiax OJHOTO WHAWBUIAYyMa, U (ii) CTENCHH MO-
MApHOTO COBIAJICHUS TUCKPETHOI'O TEHOMHOTO WHTEPBAJla MEXKAY MEPBBIM HHAWBHIYYMOM M BTOPBIM HHIHBH-
JIyYMOM, TIPH 3TOM CTCICHb MOMAPHOTO COBIAJICHUSI MPEICTABISACT COOOW YHCIIO COBMAMAIONIMX TaIUIOTUIIOB B
JUCKPETHOM TCHOMHOM HMHTEpBaIC MEKAY JBYMS HHIUBUAYYMAMH, C TIOJTYYCHHUEM TaKUM 00pa30M MHOKECTBA
OLICHOK,

KOPPEKTHPOBKY Ka)JIOW M3 MHOXECTBa OLICHOK HA OCHOBE COTJIACOBAHHOCTH MEXIY CTCIICHBIO COBIAJIC-
HUS TI0 TOMO3UTOTHOCTH 1
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CTETICHBIO TIOMAPHOTO COBMAICHUS MHOYKECTBA OICHOK, IMOJTydasl TAKUM 00pa3oM MHOKECTBO CKOPPEKTH-
POBaHHBIX OICHOK, U

MPUCBOCHNE MHOXECTBA BECOB MHOXECTBY IUCKPETHBIX T€HOMHBIX HHTEPBAJIOB Ha OCHOBE, MO MEHBILEH
Mepe YaCTHYHO, MHOXKECTBA CKOPPEKTUPOBAHHBIX OIL[CHOK, U

(iii) BBIUMCIICHHE B3BEIICHHONW CYMMBI TSI MHOXECTBA JMCKPETHBIX TEHOMHBIX WHTEPBAIOB COBIABIIIETO
CerMEHTa Ha OCHOBE MHOKECTBA CKOPPEKTHPOBAHHBIX OLIEHOK 1 MHOXKECTBA BECOB, U

(d) oreHky cremneHH POJCTBEHHOTO OTHOLICHHS MEXKIY MEPBbIM WHIMBHIYYMOM W BTOPBIM HHIWUBHIYY-
MOM Ha OCHOBE B3BEIICHHBIX CYMM COBIIABIINX CETMEHTOB.

33. BeluuciuTenpHas cCUCTEMa Ui OLEHKH CTEIICHH POJCTBEHHOTO OTHOIICHUS MEXIY TBYMS HHIUBH-
JyyMaMU JUTUTOMIHOW TIOIYJISIINH, COACPIKAIIIast:

0a3y JaHHBIX, KOTOpas BBITOJHCHA C BO3MOXKHOCTHIO XPAaHCHUS TAIUIOTHITMYCCKUX AAHHBIX JUIS TOMYJIs-
UM TECTUPYEMBIX WHAWBUIYYMOB, MPUYEM TaIIOTUIIMYCCKUE TAHHBIC COACPIKAT MHOMXKECTBO TCHETHYCCKHX
MapKepoB, OOIIUX JJIs IIOMYJISIMU TECTUPYEMbIX HHIUBHIYYMOB, U

OJIMH WJIM HECKOJIbKO MPOIIECCOPOB KOMITBIOTEPA, (PYHKIIMOHAIBHO CBSI3aHHBIX ¢ 0a30i TaHHBIX, TIC OJUH
WITM HECKOJIBKO MPOIIECCOPOB KOMITBIOTEPA MO OTAEIFHOCTH MM BMECTE 3alPOrpaMMUPOBAHBI Ha:

(a) pa3zeneHue ramIOTHITMYECKUX JAHHBIX HA CETMEHTHI HA OCHOBE MHOXKECTBA FCHETHYECKUX MapKepOB,

(b) s Kax a0 MOIMYJIANUN TECTHPYEMBIX HHIUBUIYYMOB:

(1) comocTaBieHHE HA OCHOBE MHOXKECTBA T€HETHUECKHX MAPKEPOB CETMEHTOB IaIUIOTUIIMYECKUX TAHHBIX,
KOTOpBIE HICHTUYHBI 10 npoucxoxaeHuo (IBD), Mexay mepBbIM UHIUBHIYYMOM W BTOPBIM MHIWBHIYYMOM
Cpeir MOIMYJSIIUU TECTHPYEMbIX MHAWBUIYYMOB, IPUYEM KaXKIbIil U3 COBIABIIUX CETMEHTOB MMEET IEpBbIi
pa3Mep, KOTOPEIH MPEICTaBIIET COO0H O MEHBIIEH Mepe MPeBapUTEIHHO ONPEISICHHBINA MTOPOTOBLIA pa3Mmep,
U COJICPIKUT IO MEHBIIICH Mepe MPeIBAPUTEIHLHO ONPEICICHHOE YHACIO TCHETUICCKAX MapKEePOB,

(i1) AJIs KXKJ0TO M3 COBMABIIUX CETMEHTOB MEKAY MEPBBIM HHIUBUIYYMOM U BTOPHIM WHAUBUAYYMOM:

pa3JencHUe COBIABIIETO CETMEHTA Ha MHOXECTBO TUCKPETHBIX TCHOMHBIX HHTCPBAJIOB,

OIICHKY KaXXIOTO M3 MHOXKECTBA TUCKPETHBIX TCHOMHBIX WHTEPBAJIOB HA OCHOBE (i) CTEIICHU COBIIAJICHHS
M0 TOMO3UTOTHOCTH JTUCKPETHOI'O TEHOMHOTO MHTEpPBaJa y MepPBOT0 MHMBUAYYMA HIH BTOPOTO WHIUBHIYYMa,
MPU 3TOM CTENCHb COBMAACHUS 10 TOMO3MIOTHOCTH MPEICTABISIET COOOM YHCIIO COBIMANAIONINX 110 TOMO3HUIOT-
HOCTH TaIIOTHUIIOB B TUCKPETHOM T€HOMHOM HMHTEpBAJIC B MpeesiaXx OJHOTO MHAMBHIYyyMa, U (ii) cTEermeHu 1o-
MapHOTO COBMAJCHHUSI TUCKPETHOTO FEHOMHOTO MHTEPBaja MEXIy NEepPBbIM WHIUBHIYYMOM U BTOPBIM HHIHMBH-
JYYMOM, TP 3TOM CTEMEHb MOMApHOr0 COBIAACHUSI MPEACTABISIET COOOW YUCIO COBIAJAIOUIMX TAIUIOTUIIOB B
JIUCKPETHOM T€HOMHOM MHTEpBaJIe MEXAY ABYMsI HHIMBHIYYMAaMH, C MOJTyYECHHEM TaKHM 00Opa3oM MHOMECTBa
OIICHOK, U

KOPPEKTHPOBKY Ka)JIOW M3 MHOXECTBa OLICHOK HA OCHOBE COTJIACOBAHHOCTH MEXIY CTCIICHBIO COBIAJIC-
HUS [0 TOMO3WUTOTHOCTH M CTEICHBIO MOMAPHOTO COBIAJCHUS MHOXKECTBA OICHOK, TOIyYas TaKUM 00pa3oM
MHOECTBO CKOPPEKTHPOBAHHBIX OIICHOK, H

MIPUCBOCHUE MHOXKECTBA BECOB MHOXKECTBY JHUCKPETHBIX '€HOMHBIX WHTCPBAJIIOB HA OCHOBE, IO MCHBIICH
Mepe YaCTHYHO, MHOYKECTBA CKOPPEKTHPOBAHHBIX OIICHOK, H

(iii) BBIUMCIICHHE B3BEIICHHONW CYMMBI TSI MHOXECTBA JUCKPETHBIX T€HOMHBIX WHTEPBAIOB COBIABIIETO
CerMEHTa Ha OCHOBE MHOKECTBA CKOPPEKTHPOBAHHBIX OLIEHOK 1 MHOXKECTBA BECOB, U

(c) OlleHKY CTENeHN POJCTBEHHOTO OTHOIIEHHSI MEXy TIEPBHIM HHIUBHIYYMOM U BTOPHIM WHIUBHIYYMOM
Ha OCHOBE B3BEILICHHBIX CYMM COBIIABILIUX CETMEHTOB.
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TonyueHne ranIoTUNHMYECKUX JAHHBIX IS MOMYJALIMI
TECTUPYEMbIX MH,/[MBH/IYYMOB, COJICPKAIIMX MHOKECTBO
TCHCTHYCCKHX MAapKCPOB, OOIMUX s MOMYTIIHI ™~ 102
TECTHPYEMBIX HHINBHIYYMOB

!

P'{BLLCHCHI/IC TalIOTHIIMYCCKUX JAHHBIX HA CETMCHTHI HA
OCHOBE MHOKECTBA TCHETHYECKUX MApKEPOB \
104

l

Z[J'Iﬂ Ka)KI[Oﬁ MOy IANHN TECTUPYEMBIX UIIJIUBHIYYMOB!
COMOCTABJICHHUE HA OCHOBE MCHETHUYECCKHUX MAPKEPOB
CCIrMCHTOR IrallIOTUITMYECKUX JIAHHBIX, KO'I'Ophle
WAEHTHYHBI TTO TTPOVCXOKAEHUIO MEKIY OBYMS
MHARBHY yMaMH TIOITYJISIHH X MMCIOT IICPBEIH pasmMcp, 106
KOTOPBIH MIPECTABIAET COO0I IO MEHbIIIEH Mepe
TIPEIBAPHTENLIIO OTIPEJIENEIITE TOPOrOBEIi pasMep, U
COJCPIKAT 110 MEHBIIEH MEPE LPEIBAPUTEILHO
ONPEASTEHHOE YHUCIIO TEHETHIECKNX MapKepOB

!

JI71s KayKI0TO M3 COBIIABIIHX CETMEHTOB MEKTY JBYMS
HHIAMBHAYYMaMH: (4) pa3eNeHue COBABIIETO CeTMEHTa
Ha JIUCKPETHRIE TEHOMIThIE HHTEPBAIILI, (b) orenky
KaXZOTO U3 TMCKPETHBIX TeHOMHBIX HHTEPBAIOB Ha
oCHOBC (1) CTCIICHH COBIA/ICHHUS 110 TOMO3HIOTHOCTH

JIMCKPETHOTO TEHOMHOTO HHTEPBala y IIEPBOTO M 108
BTOPOTO HITHBHIYYMa, HITH (ii) CTEIeNH NoIapHoro
COBINAAECHHUA AMCKPETHOTO FeHOMHOTO HHTEPBALIA MEXIY
JIBYMS MHJIMBU]LYYMaMH, € 1TOJIYHEHHUEM TAaKUM 06paf50M
MHOKCCTBA OICHOK; (C) KOPPCKTHPOBKY OILICHOK HA OCHOBC
COINIACOBAHHOCTH OLICHOK, TIOTyYas TAKUM 06pa3oM
MIIOKECTBO CKOPPEKHTPOBAIIIIEIX OIETIOK, H (d)
NPHUCBOEHHE MHOXECTBA BECOB JUCKPETHBIM FEHOMHBIM
HHTEPBANAM Ha OCHOBE CKOPPEKTHPOBAHHBIX OLEHOK

l \ 110

Brruncnenne B3penIeHHOH CYMMBI U1 MHOKECTBa
JIMICKPETTILIX TEITOMIIBIX UTITEPBAJTOB COBITABITIETO
CEerMeHTa Ha OCHOBE MHOKECTBA CKOPPEKTHPOBAHHBIX
OLEHOK M MHOKECTBA BECOB

i \ 112

OILCHKA CTCIICHH POJICTBCHHOTO OTHOUICHHS MCKITY
MepBBIM UHIMBUAYYMOM U BTOPbIM HHAHBHIYYMOM Ha
OCHOBE B3BEILEHHBIX CyMM COBIABLINX CETMEHTOB
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