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MaTtepuanbl 1 metToabl

Cnepmy 53 6bikoB nonyd4annm B OAO «Hesckoe». Bcero 6bi10 npoaHanusmposaHo 110 obpas3uos
cnepmbl ObIKOB.

Obbem 3AKynATa onpeaenann MepHbIM CTaKaHOM. KOHUEHTpauuto M NPOrpeccMBHYO NOABUMKHOCTb
cnepmaTto3ongos onpeaendnn ¢ nomouwbto Apryc-CASA (AprycCodt, Poccma) - metoamka
«[MoaBMXKHOCTLY M MUKpocKkona Motic BA 410 (Motic, Kutan). Mopdonornio cnepmato3ongos
n3yyanau, ucnonblya Habop ana anddepeHUNPOBAHHOINO OKpawmBaHMA buonpenapaTtoB Auddp-KeukK
(«<ABPUC+», Poccua), ¢ nomouwbto Apryc-CASA, - metognka MOPDOJ/IOTUA n mumnKpockona o; \ RA
410. UenoctHoctb membpaH onpeaensann nNpu NOMOLWM OKpawmBaHMA 00pas3LOB Kpacwu
HUFPO3UH-203MH (Amnasm, Poccus) m mukpockona Motic BA 410. [bixaHue cnepN\aTo3 0B
onpeaenann Ha npubope Ikcnept-001 ¢ NOMOLLbIO aMNeEPOMETPUYECKOTO AaTYMKa AN U3ME
CKOPOCTU KNETOYHOrO AbiXxaHUA. PYHKUMOHANbHOE COCTOSAHUE IHEPreTUYECKOM CUCTEMbI OLLEHUBE
peakumMn AblxaHna Ha pgobaBneHue pasobwmtena AbixaHua u  dochopuampoBaHusa —
anHutpodeHona (2,4-AH®P) (Mopos, Llanues, 1978; LLlannes n ap., 1989). NMonsporpadnyecknim mets
OLUEHKM CNepmaTo3omnaoB OCHOBAH Ha crnocobHoctn 2,4-AH® ycnnmnsaTtb AblXxaHWE B CNEPME C XOPOLLO
COMPAXKEHHbIM AblXaHnem wn ¢ochopuAnpoBaHMEM U OTCYTCTBMEM CTUMYAAUMKU  AblIXaHUA B
pa3obLeHHOM cucTeme.
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Bce nokasaTtenun KayectBa cnepmonpoayKLUUmM, XapaKTePU3YOTCA
BbICOKOU MHAMBUAYA/IbHON M3MEHYMBOCTbLIO. B Hawen BbiIboOpKe
OblIN }KUBOTHbIE KaK C OYEHb XOPOLLUMM KayeCTBOM CePMbl, TaK
N C NIOXMM. Bblin }KMBOTHbIE, Y KOTOPbIX Ka4eCTBO CrepMbl
CMJIbHO BapbnpoBano. [MonyyeHHble AaHHble NO3BOIUANU
NPOBECTU NEePBOHAYAIbHYIO OLUEHKY BIMAHUA rEHOB Ha
crnepmaToreHes3 1 Ka4ecTBo CMepMmbl.

[1na aHann3a cBA3M NOKa3aTenen KayectBa cnepmbl €

nonmmopdmnamom SNP Bbibnpann obpasubl C AYyYLLIMM Ka4eCTBOM
OT Ka*Kaoro camua. AHann3 cBA3U NOKa3aTenen Kayectsa crepmol
¢ SNP nposBoanamn c nomoubto 0AHOPaKTOPHOro
ANCNEePCUOHHOro aHannsa B nporpamme IBM Statistics.




NHK ana nposeaeHnA reHeTUYECKOro aHaan3a BbigeneHa us
cnepmbl PEHOIbHO-X10POPOPMHbIM MeToAoM. [Mpu BbliaeNeHUM
MCNONb30BaNCA MEPKANTOITAHO.

CeKBeHUpoBaHMe no CeHrepy NpoBoOAUNIN HA FTeHETUYEeCKOM
aHanusatope Applied Biosystems 3500 Genetic Analyzer c
NOMOLLLbIO KOMMep4yecknx Habopos Kit BigDye® Terminator v3.1
Sequencing Standard Kit (Applied Biosystems) cornacHo
NPOTOKO/Y Npounssoantena. BoipaBHMBaHWe U 06paboTKa
CMKBEHCOB MPOBOAM/IOCH C MOMOLLbIO MPOrPaMMHOro
obecneyeHns Mega-6




B xonpe GWAS aHanm3a 6b111 BbibpaHbl KaHAWAATHbIE FeHbl, KOTOPbIE

NME7

[eH NME7 KoaupyeT cemencraa He
METACTaTUYECKU IKCNPECCUPYEMbIX
HYKneo3naampocPaTkmHas.
MyTaunm B 3STOM reHe MmoryT bbiTb
CBA3aHbl C BEHO3HOM
Tpomboambonuen.

MOTYT OTBEYaTb 3a Ka4eCTBO CriepMbl ObIKOB

NMES8

'eH NMES8 koanpyet 6enok ¢ N-KoHLUEBbLIM
TNOPEOOKCUMHOBLIM AOMEHOM N Tpems C-
KOHLIEBbIMW JOMEHAMM
HeKkneo3nagamdocmaTkmHasbl.
MyTauum B 9TOM reHe CBA3aHbI C
NnepBMYHOU LenmMapHou anckeHesnen 6
Tuna.

ESR

[eH ESR KoamnpyeT peuenTtop 3CTporeHa u
doakTop TPaHCKPUMLUUN, aKTUBUPYEMbIN
nuraHgom.

Benok, kogupyembin 3TUM reHOM perynupyert
TPaHCKPMNLMIO MHOTMX MHAOYL,. OCTP.
FeHOB, y4acTBYHOLLKNX B pocTe, MmeTabonuame,

pPa3BUTUN PpakKa MX, MOJ1I0OBOM CO3peBaHNN.
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YacTtoTta reHoTMnoB n anneneun no reHam NME7,

NMES8 v ESR npuseaeHa B Tabanue 21

Tabnnua 21. Yactota reHotunoB reHoB NME, NMES8, ESR

I'enoTun
NME7
474 G>T
NME7
469 C>T
NME7
257 G>A
NME7
171 G>A
NMES
612 T>C
NMES
613 G>A
ESR
616 T>A
ESR
623 C>A
ESR
665 G>C
ESR
696 G>C

Yactora re"oturion, %

GG
80,0
CC
88,0
GG
84,0
GG
68,0
CC
10,0
GG
86,7
TA
27,8
CA
19,4
GG
66,7
CC
2,9

GT
12,0
CT
4,0
GA
16,0
GA
32,0
TC
10,0
GA
6,7
TT
(2,2
CC
80,6
GC
33,3
GC
31,4

TT
8,0
TT
8,0
AA

AA
TT
80,0
AA
6,6
AA
AA
CC

GG
65,7

BugHo otcytctBue reHotunos AA no
NME7 257 G>A, NME7 171 G>A, ESR 616
T>A n ESR 623 C>A, a TaKXKe reHoTMNa
CC no ESR 665 G>C.

“




[locToBepHbIX CBA3EN TaKUX NOKa3aTeneun
KayecTBa cnepmbl ObIKOB, Kak 06bem
3AKY/IATa, KOHLUEHTpauma n obulee
KOJIMYeCTBO CMNepmaTo3omnaos,
NOABUMXHOCTb CNEPMATO30MA0B ObIKOB C
aHanm3snpyembimmn SNP He ob6HapyKeHo.
UckntoueHune coctasmnnm SNP NME7 G>A n
ESR 665 G>C no KoTopbiM 0bHapyKeHa
[0CTOBEPHAA CBA3b C KOHLULEHTpaLuuneun
cnepmaTto3ounaoB bbikoB (p<0,05) (puc.11
ni2).

BblABNE€HO AOCTOBEPHOE BAUAHUE
reHotuna no NME7 474 G>T Ha
KOJIMYECTBO NOBPEKAEHNN B 061aCTU
XBOCTA U LUENKN CNEepMaTO30Ma0B
(p<0,001) n KonnM4ecTBO HOPMaNbHbIX
cnepmaTto3ongos (p<0,05) (puc.13 n 14).
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Puc. 11 9ddekT 3ameLleHus Puc. 13 3¢ ekt 3amelleHmns
annena G Ha A B SNP NME7 G>A annena G Ha C B SNP ESR 665
Ha KOHUEeHTpauuio G>C
cnepmaTo3omaos ObiKOB Ha KOHUEHTpauuto

cnepmaTo3omaos ObiKOB
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KoHueHTpauua kneTtok, mnpalmn

GA ' GC
NME7 G>A ESR 665 G>C

Cronbukn ownbok: +~ 2 Cra. ow, CronGukun ownbok: +- 2 C1a. ow.
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Puc.14 3¢dekT s3ameweHus
annena GHaTBSNP NME7 474
G>T
Ha KONMYECTBO NOBPEXAEHNN B
061acTn XBOCTA M WLENKMK
cnepmaTto3ounaos 6biKOB

Puc.15 3ddekt 3amewteHus
annena GHaTBSNP NME7 474
G>T
Ha KOZIMYECTBO HOPMabHbIX
cnepmaTto3omaos ObiKOB
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GT
NME7 474 G>T

GT
NME7 474 G>T

Cronfukm ownbok: +/- 2 Cra. ow. Cronbukn owmbok: +/- 2 Cta. ow



Mo NMES8 noctoBepHbIX Pa3nnymnim No Ka4ecTtBy Crepmbl ObIKOB HE
BbiABNeHO. OaHaKo, 6bikn ¢ reHoTunom AA no SNP 613 G>A umenu
NIYYLLYIO peaKkLUto CKOpoCcTu AbixaHus Ha 2,4 AH® (2,02 £0,82) no
CpaBHEHWUIO ¢ bbikamu ¢ reHotunom GA (1,72+0,43) n GG (1,61+0,16).
[To SNP ESR 665 G>C obHapyrKeHa A0CTOBEPHas CBA3b reHoTUNa C
Habyxwmmm akpocomamm (p<0,05) (punc.16).

Puc.16 dPpdeKT 3amelleHunn annensa G

Ha C B SNP ESR 665 G>C
Ha KONMYEeCTBO HabyxLWmx akpocom B
cnepme H6blKoB

GC
ESR 665 G>C

Crontukn ownbok: +~ 2 Cra. ow.




[1o ESR 696 G>C nocTtoBEepHOU CBA3M C KAYeCTBOM CNepMbl
OblIKOB HEe BbIABNEHO.



BbisiBrieHa cBA3b YcTaHoBNEHO, YTO He Bce Heobxoaonmo

reHortuna n Kayecrtsa reHbl-KaHanaaThbl OanbHenmne
asKynsaTa CBS13aHbl C KAYECTBOM nccnenoBaHUs Mo
IAKYNATa OAHHOMY HanpaBfEeHNIo
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