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(57) ®opmyna uzoOpeTeHust

1. Cioco6 ompe/eneHus UHAWBUIYyMa C TIPEAPACIONI0KEHHOCTHIO K MHIYIIUPOBAHHOMY

ouchochonaramu ocreoHekposy dyentoctu (BONJ) nmocne BBeaeHus ouchochoHaToB, rae

Croco0 BKIIIOYAET 3TAIIbL:
(a) momyuyeHust oopasua y UHIMBUIYYMa;

(b) ananmza obpa3sia Ha IPUCYTCTBUE IO MEHBIIEH Mepe 0AHOTro reHa ¢ SNP, aBIsronmmes

o6uomapkepoM BONIJ unm npeapacnosiokeHHocTd K BONJ, Wi o MeHblIlel Mepe OJTHOrO

SNP, sBstomerocss Mmapkepom BONJ i npenpacnosioxxkeHHoctd K BONJ, rie nmo MeHbien

MEpPE OAWH I'€H BKJIIOYAET N0 MeHbler mepe oauH red u3 COL1A1, RANK, MMP2, OPG u

OPN; u

(C) yCTaHOBIICHUSI KOPPEIISIUUU TPUCYTCTBUS 10 MEHbIIIEH Mepe 0HOTO reHa wid SNP,
sBsronierocss Mapkepom BONIJ uimu npeapacnonoxeHHocty kK BONJ B oOpasiie ¢
MMPEAPACTIOIOKEHHOCTHIO UHAUBUYyMa K BONJ.

2. Cnioco6 o 1.1, rae mo MeHbliel Mepe OJIMH T'€H BKIIFOYAET 10 MEHbIIEH Mepe OJUH I'eH

u3 COL1A1, RANK, MMP2, OPG u OPN.

3. Cnoco0 1o 11.1, T/e 1Mo MEHbIIIel Mepe OJIMH TeH BKIIFOYAET MHOXECTBO T€HOB,
prirouaronmx COL1A1, RANK, MMP2, OPG u OPN.

4. Croco0 mo 1.1, rae mo MeHbIel Mepe oauH SNP BKITFouaeT mo MeHbIIeH Mepe OJIUH
SNP u3 rs1800012, rs12458117, rs243865, rs2073618 u rs11730582.

5. Cniocob mo 1.1, rae o MeHsbled Mmepe oguH SNP BkIrogaeT MHOXecTBO SNP,
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Brirouarormux rs1800012, rs12458117, rs243865, rs2073618 nrs11730582.

6. Crioco6 1o 1.1, rae oOpaser BKIIOYaeT KPOBb, CBIBOPOTKY, TIA3MYy WIIM CITIOHY.

7. Cnoco6 no 1.1, rae atamn (b) aHanu3a o0pasia Ha TPUCYTCTBUE 110 MEHBIIIEH Mepe OHOTO
reHa ¢ SNP, siBistiromiumcest 6uomapkepoM BONJ uimm npenpacnonoxenHoctd kK BONJ, ninu
1o MeHbler Mepe ogqaoro SNP, siBistronerocss Mapkepom BONJ miiv mpeapacoyio)KeHHOCTH
K BONJ, BKIIIO4a€T MCIIOIb30BAHUE MUKPOTIAHEIHN ISl AETEKIMU IPUCYTCTBHUS IO MEHBIIIEH
MEpPE OJTHOTO T'€HA WJIA IO MEHbIIEH Mepe ogqHoro SNP.

8. Cnioco0 npenorBpanienus BONJ y uHIuBuaAyyMa ¢ NpeapacoiokeHHOCTbio K BONJ
U TIoJIBepraeMoro jeueHuto ouchochonatamu, rje crnocod BKIIIOUAET ITAIBIL:

(a) monry4yeHus: 00pas3ia y MHAMBUAYYMA;

(b) ananmuza oOpa3sia Ha MPUCYTCTBUE IO MEHBIIEH Mepe 0AHOTO reHa ¢ SNP, aBiIsonmmcs
ouomapkepoMm BONIJ mnu mpeapacmnonoxeHHocTd K BONJ, Uiy 1o MeHbIIel Mepe OTHOTO
SNP, assttomerocst ouomapkepom BONJ ninm npenpacnosioxkeHHoctd kK BONJ, rae no
MEHBIIIEN MEPE OJMH I'eH BKJIOYAET 10 MeHbIer Mepe ol red u3 COL1A1, RANK, MMP2,
OPG u OPN;

(c) yCTaHOBJIEHHUS KOPPEIISILMU TPUCYTCTBUSI IO MEHBIIIEH Mepe OJTHOTO IreHa, OelKa Wiu
1o MeHblel Mepe ogqHoro SNP, spstorerocs: ouomapkepom BONJ maun
npeapacmnojioxkeHHoctd kK BONJ B oOpasiie ¢ mpepacnoiokeHHOCThI0 MHANBUayyMa k BONJ;
v

(d) BBemeHust UHAMBUIYYMY OucochoHaTa, KOTOPHI He accoumupoBan ¢ BONJ mmm
KOTOPBII C MEHBIIIEN BEpOSITHOCTHIO BbI3bIBaeT BONJ, ueM npyrue 6uchochoHaThl, BBEICHUS
UHAUBUAYYMY OucocoHaTa C MEHBIIIEH 10301 WM MEHBIIIEH 4acTOTOM, YeM 3TO
MPENMUCHIBAIOT OOBIUHO.

9. Cnioco0 1o 1.8, r/1e o MEHbIIIel Mepe OJMH I'eH BKJIIOYAET 10 MEHBIIIEH Mepe OJIUH IeH
u3 COL1A1, RANK, MMP2, OPG u OPN.

10. Crioco® 1o 1.8, r11e o MEHbIIEH Mepe OAWH I'€H BKJII0UaeT MHOKECTBO T'€HOB,
prmouaromux COLT1A1, RANK, MMP2, OPG u OPN.

11. Crioco6 1o 1.8, rae mo MeHbIner Mepe oauH SNP BKITIOUAET 10 MEHbIIEH Mepe OUH
SNP 13 rs1800012, rs12458117, rs2438635, rs2073618 u rs11730582.

12. Cnioco06 1o 1.8, rae mo Menbleit mepe oaud SNP BkiTtouaeT MHOecTBO SNP,
BKIrovarommx rs18002, rs12458117, rs243865, rs2073618 u rs11730582.

13. Crioco6 no nmrodomy u3 n.8-12, rae oOpaszer BKIIIOYAET KPOBb, CBIBOPOTKY, IIa3My
WJIY CITIOHY.

14. Crroco0 o m.8-12, rae atan (b) aHaiau3a odpa3sia Ha IIPUCYyTCTBHE IO MEHBIIIEH Mepe
oxHoro rena ¢ SNP, sBrsttoinumMcs ouomapkepom BONJ uiu ipeapacnonoxkeHHocTr K BONJ,
WJIM 110 MeHbler mepe ogqHoro SNP, aBistoierocs mapkepom BONJ mnu
peapacnookeHHocTu K BONJ, BKIIIOUaeT UCIOIb30BAHUE MUKPOTIAHEIN A1 IETEKLIUN
IIPUCYTCTBUSA 110 MEHBIIIEH MEpE OJHOIO I'eHa WJIY 110 MeHblIer Mepe ogHoro SNP.

15. HaGop s onpeeieHust ManyMeHToB ¢ TPeapacnoaokeHHOCThi0 K BONJ mocie
BBe/icHUs OrchocOHATOB, T/Ie HAOOP COECPKUT:

(a) TBEPAYIO MOJIOKKY CO MHOYKECTBOM CBSI3aHHBIX C HEM HYKJIEMHOBBIX KUCIIOT, TI€ 10
MEHBIIIeN Mepe OJTHA U3 HYKJIEMHOBBIX KUCIOT CHEIU(PUISCKH THOPUIU3YETCS C TEHOM,
coaepxarmumM SNP, srstirormcst onomapkepom BONJ uinu mpeapacmonoxkeHHocTd K BONJ,
[JI€ IO MEHBIIIEN Mepe OJIUH I'€H MPEICTABIISIET COOOM T'eH, MPUBEACHHBIN B Tabmue 11;

(b) peareHT 11 AETEKUUU; U

(C) MHCTPYKLMHU 10 TIPUMEHEHHUIO.

16. HabGop o 1.15, rae o Mensliei mepe oaud SNP nipeacTasisieT codoi Mo MEHbIIIeH
Mepe ouH SNP, ipuBeieHHbIN B TaOmune 11.

17. HaGop no 1.15, rje mo MeHbliei Mepe OJMH I'eH BKJIIOUAET 10 MEHbIIEH Mepe OJIUH
ren u3z COL1A1, RANK, MMP2, OPG u OPN.
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18. HabGop no 1.15, rje mo MeHsbliel Mepe OJUH T'eH BKJIIOUAET MHOXKECTBO IE€HOB,
pxmroyaronux COL1A1, RANK, MMP2, OPG u OPN.

19. HabGop o 1.15, rae mo MeHsbled Mmepe oaud SNP BKI09aeT 1o MeHbIIeH Mepe OauH
SNP u3 rs1800012, rs12458117, rs243865, rs2073618 nrs11730582.

20. Habop mo m.15, rae mo MeHbIteit mepe oqud SNP BkirouaeT MHOKecTBO SNP,
Brirouarormux rs1800012, rs12458117, rs243865, rs2073618 nrs11730582.

21. Crioco0 oneHkM prcka pa3BuTvs BONJ y MHAMBUAYyMa TOCIIE JICUEHUS
ouchochonaTaMu, BKITIOUAIOMIUN: &) MOJIy4eHHE OUOIOTHUECKOTO 00pasia y UHAUBUIYYMA;
b) IeTeKIuo B yKa3aHHOM 00pa3siie OJHOTO UJIM HECKOJIBKMX aCCOMMPOBAHHBIX ¢ BONJ
OGuoMapKepoB, rae OuoMapKepbl OTHOCITCS K OJTHOMY WM HECKOJIBKUM T'€HaM, IPUBEICHHBIM
B Tabmuie 11, uim ykazaHHble OMOMapKephl OTHOCSITCS K OJTHOMY WJIM HECKOJIbKHUM
MOJIMIETITUAAM, KOJIMPYEMBIM YKa3aHHBIMU I'€HAMU, TI0JTy4ast Habop JaHHBIX O OMOMapKepax;
C) CpaBHEHUE HAbOPa JaHHBIX O OUOMapKepax ¢ TaHHBIMU O OMOMapKepax y 3I0POBBIX JTIOJIeH
u mogaeit ¢ BONJ u d) onpenenenue pucka pa3putust BONJ y unauBuayyma.

22. Crioco6 o 1.21, r/1e 1o MeHbIIed Mepe OJIuH OrnoMapkep mpeacrasiseT coooit SNP,
MPUCYTCTBYIOIIUI B T€HAX, TPUBEJICHHBIX B Ta0uie 11.

23. Crioco06 1o 11.21, T/1e Mo MEeHbIIIeH Mepe OJMH OMOMapKep MpeaCcTaBisIeT codoit
acconuupoBaHHbI ¢ BONJ momiMopdHBIi y4acTOK, aCCOIMUPOBAHHBIN C OTHUM WU
HeCKOJIbKMMHU U3 SNP-MapkepoB, IpyBeIeHHBIX B Tabmuie 11.

24. Cnioco0 1o .21, rae mo MeHbller Mepe OJIMH OMomapkep npeacrasiser coooi SNP,
HAXOJSIIUICS B TOJTHOM HEPABHOBECHOM CUEIJIEHUM C OJTHUM WJIM HECKOJIbKUMHU U3 SNP-
MapKepOoB, MPUBEACHHBIX B TaOmwmie 11.

25. Cnioco6 no .21, rie o MeHblIeH Mepe OIMH OMoMapKep MPeACTaBIIAET COOOM MPOTYKT
9KCIPECCUM I'eHa, TPUBEACHHOTO B Taduie 11.

26. Cnioco0 no 11.21, rae 1o MeHbliiel Mepe oAUH OMOMapKep BKIIFOYAET IO MEHbIIIEH Mepe
omuH red u3z COL1A1, RANK, MMP2, OPG u OPN.

27. Cnnoco06 1o .21, e 1o MeHblIel Mepe OAUH OMOMapKep BKIIOYAET MHOKECTBO I'€HOB,
Brirouaronmx COL1A1, RANK, MMP2, OPG u OPN.

28. Crioco6 o 11.21, r/ie o MeHbIIIel Mepe OJIMH OMoMapKep BKITIOUAET IO MEHbIIIEH Mepe
onvH SNP u3 rs1800012, rs12458117, rs243865, rs2073618 n rs11730582.

29. Crioco6 1o m.15, rae mo MeHbIIel Mepe oquH OMoMapKep BKIIFoUaeT MHOKecTBO SNP,
Brimrouaromux rs1800012, rs12458117, rs243865, rs2073618 u rs11730582.
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