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Annomauun: B penpooykmugHou cucmeme 0OHYy U3 2NAGHLIX pOJel uzspaem
Gonnukyrocmumyaupyrowuti copmor (FSH). Ilockonvxy FSH Oeticmeyem monvko
yepe3 ceou peyenmop (FSHR), mexanusmol, KOHMpoIupyowue 3KCHPeccuro 2mozo
peyenmopa, onpeoeisiom  Yy8CMEUMENbHOCMb  KIemoK K 2opmMoHy. bwina
NPOAHAIUZUPOBAHA OOHOHYKAeomuoHas 3amena (SNP) rs312312510 na nunusx
kpocca CII 789.

Knrwouesvie cnosa: suunvlie Kypwl, ceHomuas cenexyus, SNP, peyenmop,
DONTUKYIOCMUMYTUPYIOUUTE 20PMOH, OOHOHYKIEOMUOHbIE 3AMEHbI.

SludHas MPOOYKTUBHOCTH Kyp OOYCIaBIMBAETCSI CIOKHBIM TOJUTE€HHBIM
TEeHETUYECKUM THUIIOM HACJIEIOBaHUS W KOHTPOJHUPYETCS OOJBIIUM KOJIUYECTBOM
reHoB. MeTojaMu MOJIEKYJIIPHON F€HETHKH Ha TEKYLIUl MOMEHT ObLJIO BBISIBICHO 66
JIOKYCOB, CBSI3aHHBIX C OCOOEHHOCTAMM SHIEKIAAKH W 223 JOKyca, CBA3aHHBIX C
KadyecTBOM suil [1].
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['unoTtanamo-runoduzapHO-TOHaAaIbHAS CUCTEMA SIBISIETCS JBUKYIICH CUIon
CJIOKHOTO TIpOliecca, PEryIUPYIOLIEro sMieHockocTh. ['opMOHBI rumnodusa, NpsaMo
YYACTBYIOIIUE B PETYSILIUM TPOLIECCOB PENPONYKTHBHOM cuctemMbl. K HuM
otHocATca:  Qosuukynoctumynupytonuii  (FSH) u  mroremnusupyromuit  (LH)
ropmonsbl, nporectepoH (PG) u mponakrun (PRL). FSH u LH npunamnexar x
OJIHOMY CEMEMNCTBY TJIMKOINPOTEMHOB U MEXKAY HHMH CYIIECTBYET ONPEACICHHOE
CTPYKTYpPHOE CXOJACTBO.

FSH cunTe3npyercst U ceKpeTupyercs roHaA0TPOIHBIMU KJIETKaMHU MepeaHen
gonu  tunogusa, HU30UpaATENbHO CHUHTE3 MPOUCXOTUT B KkieTkax Cepronu u
IpaHyJE3HBIX KJIETKaX SWYHUKOB. Ha SHUYHYI0 NPOAYKTUBHOCTH MOTYT BIIUATH
nosmmMopu3Mel B ipomoTope TeHa FSHR []. OHu Tak ke BIHUSIOT HAa TPAHCKPHUTIITUIO
FSHR. B HekoTopbIx uccienoBanusx oOHapyxunum myrauuu JJHK B mpomoTopHOii
obnactu rena FSHR, cBs3anHble ¢ (QopmupoBaHHeM siilla W BIMSIOUIME Ha
DKCIIPECCUIO TE€HOB.

I'en FSHR y xyp pacnomnaraercst B 3 XxpOMOCOME U COCTOUT U3 15 3K30HOB C
MATHIO U3BECTHBIMU M30(OopMaMHu.

OpnnonykieoTuaHbIA oauMopu3mM (SNP) — 3To 3amMeHa 0IHOro HyKJIEOTHIa
B OIIPENEJICHHON MO3ULUU F€HOMa, KOTOpas MPUCYTCTBYET B JOCTATOYHO OOJIBIION
yactu nonyisinuu (1% wuim Gonee). B pesynbrare Obina coctaBieHa kapta SNP,
BKJIIOUaroIias okoio 2,8 mitH SNP (Wong et al., 2004).

PazpaboTka kapT cBsizeil i Kyp CHOCOOCTBOBAJIO M3MEHEHHUIO TEHICHIIUU B
pa3BeICHUH W O3HAMEHOBAJO MEPEXOJ B KOJMYECTBEHHON I€HETUKE OT IMOAX0Ja,
OCHOBAaHHOTO Ha (DEHOTUIIMYECKUX JAHHBIX, K MOJIXO0JIy, OCHOBaHHOMY Ha
MOJIEKYJIIPHON HWH(OpManuu, € OCHOBHBIM aKIEHTOM Ha HWJIECHTU(UKAIUIO
T€HETUYECKUX MAapKEPOB C LENbI0 YIYYIIEHHUS] T€HETHUYECKOTO YCHUJICHUS, a TaKXKe
TOoYHOCTH OoTOOpa [2]. ['eHeTHueckue Mapkephl MPEIOCTABISIOT HHQPOpMAIUIO 00
aJuIeJIbHOW BapualdM B JIAaHHOM JIOKyce [3] ¥ mpeamnosaraercsi, YTo OHU CBSI3aHbI C
TE€HOM WJIM KOJIMYECTBEHHBIM MPU3HAKOM.

Y kyp ompeneneHo nopsaka 20 muimoHoB SNP, paccessHHBIX MO BCEMY
reHomy. OOHapyxeHue  MHoOrouucieHHBIx SNP B TeHax  KUBOTHBIX,

COBEPIIICHCTBOBAHUE  IMpollecCa  CEKBCHUPOBAHMS, a  TakKXKe  pa3BUTHE
BBIUUCIIMTEIBHBIX METOJOB aHAJIM3a MO3BOJIMJIO MCIOJb30BaTh TEHOMHYIO OIICHKY B
nrtunieBojactBe  [4].  IIpoBoaunuch ~— HUCCIENOBaHUS, C  HCIOJb30BAHUEM

CEKBEHHPOBAHMS, KOTOPBIE JTOKAa3aJId CyllecTBOBaHUE B mpoMorope reHa FSHR 11
OJTHOHYKJICOTHIHBIX TTosuMopdu3moB — SNP [5,6].

B 2007 romy B CI'l] «3aropckoe IIIX» cnemuanuctamu BHUTHUIL Obin
BbIBEJICH Kpocc cobcTBeHHOM cenekiuu — «CIT 789y.

TpexJIMHENHBIN KpPOCC, OJIYYEHHBIN OT CKpelrBanus netyxos aunuu CII 7 ¢
kypamu kpocca CII 89. McxoaHpiM MartepuasioM Uisi CO3JaHUs HOBBIX JIMHUM Kyp
cTanu JUHUU otedyecTBeHHOM cenekuuu BP1, BP2, BP3 kpocca «PamoHex», TUHUU
X1 wm X3, kpocca «Xamcekc Oenblil» BbIBeIeHHbIE (Gupmoit EBpubpun
(Hunepnanabl), a Takke reHeTHUECKUI MaTepuall kpocca “Xaii-Jlaitn B98”.

[ITnna sUYHOrO HampaBiI€HUS NPOLYKTUBHOCTH, AyTOCEKCHAas MO CKOPOCTH
pocrta mepa. B cyrouHoM Bo3pacTe: KypOUKH OBICTPOOIEPSIONINECS; IETYIIKH
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MeJIeHHOOoMepsifomecs. TOYHOCTh CEeKCUPOBaHUS IBILIAT cocTtaBiser 99,5 - 99,7
%.

HMeer rosioBy cpeaHero pasmepa C sIpKO-KpacHBIM JIMCTOBUIHBIM T'pEOHEM.
['ma3za opaH>keBOro I[BETa, KPYIHBIE CEPEXKKHU, O€JbIe YITHbIE MOYKH, CEPO-KEIThIH
k0B, ['pynb okpyriasi, Beimykias. Horu yetsipexnaineie, sxkenteie. Kunb cpenneit
bl OnepeHue TYJIOBUIA TUIaJKoe, IUIOTHOE, OJiecTsiiee, JOMUHAHTHO Oeloe.
XBOCT UMEET HIMPOKOE Oraxajo, MOCTaBJIEH MoJ yriaoMm 55-60 rpaaycoB K JIMHUH
cnuHbl. JKuBas Macca Kyp HU3Kas. SHIEHOCKOCTh BbICOKasd, 3a 68 Henenb Ku3Hu 308
sutl. S0 o4eHp KpymHoe 66,3 T, mpaBIbHON (DOPMBI, a CKOPITyIIa TpoYHast, Oeasl.

Matepuanbl u Metoabl. B pabore ucnonbzoBano noronosbe Kyp aunuit CII
7, X 11, CIT 7.1, X 11.01, CITI 8, CII 9. Iloronose Haxoautcsi B CI'L] «3aropckoe
SIX» - punuman OHI «k BHUTUID» PAH r. Ceprues [locax MO.

JlabopaTopHass yacTh paOOThI ObLIa BBIIIOJIHEHA B JAOOPATOPUU NPHUKIATHON
renetuku OHIL «BHUTUID» PAH.

Jna Beinenenus [IHK ucnonb3oBainck 00paslbl KpOBU M3 MOJIKPBUIBLIOBON
BEHbI, OTOOpaHHbIE B MpoOMUpku Tuna dneHaopd 1,5 mi ¢ pobaBieHueM LuTpara
HATpHs B KAUE€CTBE aHTUKOATYJISIHTA.

W3 nomyuyeHHbIX 00pa3noB KpoBU ObuIo mpousBeneHo BbyaeneHue JIHK c
MOMOUIbI0 KOMMEPYECKMX HaOOpOB JUIsl BBIIEICHHUS HYKJIEUHOBBIX KHCIOT
ExtractDNA Blood & Cells (EBporen, Pocuusi). Meroauka Beiienenus [IHK nHa
CIIMH-KOJIOHKaX ObLla ajanTupoBaHa Mmoja oOpasibl KpoBu Kyp. Tak, BMecto 100MKI
KpOBH OBLIO UCIOIB30BaHO 20 MKJI, cMemaHHbIx ¢ 80 MK ¢uspacTBopa. BrisiBrienue
coapepxkanusi JIHK u mnpoBepkr 4YUCTOTHI OOpa3loB MPOBOJUIMA C TMOMOIIBIO
cnekrpoporomerpa NanoDrop (Thermo Fisher Scientific).

Jns uneHTu@UKauMyM OAHOHYKJIEOTHAHOro mnomumopdusma rs312312510 B
r€HOME KYp HCIOJb30BajICsl HAOOp mojoOpaHHBIX TpaiiMepoB U 30HI0B (Tabm. 1).
HeoOxonumelii ygyacTok reHoMa ObLT B3AT U3 0a3bl gaHHbIX Ensembl, nanee mombop
npaiiMepoB M 30HJOB MPOUCXOAWJ C momoulpio mporpaMmMm GeneRunner u Oligo
Analyzer. [TogoOpanHnbie npaiiMepsl U 30HIBI ObLTN CUHTE3UpoBaHbl Gupmoit JTHK-
Cunres (r. Mocksa).

Tabnuya 5
IIpaiiMepsl U 30HBI
rs312312510
IIpsamoii mpaiimep TGGAACAGAACTAATCACC
OOGpatHslii TpaiiMep CATCAATGCCTACAAAAC
30H7 s artens A (5'-FAM)TGCACCTTATGGACGAC(BHQ1)
Boua s amnens G (5-VIC)TGCACCCTATGGACGAC(BHQ2)

O6unapyxenue  noaumopdusMoB  nocienoBatenbHocTd  JIHK  reHos
npoucxoausio myrem nposeaeHus [P B pexxume peansuoro Bpemenu (RT-PCR) na
ammmudukarope QuantStudio. CyTh MeToIa 3aKiO4aeTcsi B MHOTOKPATHOM
konupoBaHuu ydyactkoB JIHK B mpoliecce moBTOPSIOMIMXCS TEMITEPATyPHBIX ITUKIIOB.
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Ha xaxmoMm mwmkine amrminduKamuy CHUHTE3UpPyEeMble paHee (parMeHThl BHOBb
korupytorcs  JIHK-monmuMepaszoi, M MNPOUCXOAUT MHOTOKPATHOE YBEIUYCHUE
konudectBa ¢parmentoB JIHK. Kaxapli mukin aMmrumgukaiud COCTOUT W3 TPEX
JTAIOB.

[To mpOXYKTHUBHOCTH TITUIBl YYUTBHIBAIMCH CICAYIOIIUE IOKa3aTeIu: »KHUBas
Macca B 112 nHei )ku3HH, T, SUIIeHOCKOCTH 3a 210 mueit, mT.; Macca sina B 315 guei
KU3HH, T; BO3PACT HACTYILJICHHUS MOJIOBOM 3pEJIOCTH, JHHU.

Tabnuya 2
AJulesibHOE pacnpeaesneHne Kyp Junnid kpocca CII 789
JIuauu YacTtoTa reHOTUIIOB Yacrora ajuieneu
AA AG GG A G
CI17
(48 ros1os) 0,65 0,33 0,02 0,82 0,19
X1l 0,52 0,35 0,13 0,70 0,30
(48 ronoB) ' ’ ’ ' ’
CII7.1 0,61 0,34 0,05 0,78 0,22
(38 rono.)
X11.1
(30 rosto) 0,63 0,37 0 0,82 0,18
CII8 0,83 0,17 0 0,02 0,08
(12 rono.)
CI 0,5 0,42 0,08 0,71 0,29
(12 rono.)
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Annomayun: bvino ucciedosano annenvHoe pacnpeoeneHue Kyp UCXOOHbIX
JUHUL omedecmBeHHo20 auunoz2o kpocca «CII 789» (CII 7, CII 8, CII9) u xyp
omeuecmeerHHo20 msacHoeo kpocca «Cmena 9» ( CM 5, CM 6, CM 7, CM 9), a
makxce auanuza npooykmugHocmu xyp aunuu CM9 u eé ezaumocseasu c¢ SNP
rs315726646 6 cene FSHR. Yacmoma annens A y JauHuli, HAnpasieHHvlX Ha
VAVHUWeHUs — nokazamenel — SAUYHOU — NPOOYKMUBHOCMU — Oblia — 8bllde,  UMmOo
CBUOEMENbCMBOBAN0 O 63AUMOCEA3U  UCCAEYeMO020 NOIUMOPPUIMA €  OAHHBIM
noxkazamenem. bwina ycmawnoenema e63zaumocesazv oawHoeo SNP ¢ nokazamenem
AUYEHOCKOCMU U onpeoeieH alelb YIY4uamelb.

Knwueevie cnosa: kypvi, eenomnas  cenexyus, SNP, peyenmop,
DONTUKYIOCMUMYTUPYIOWULE  20PMOH,  OOHOHYKIEOMUOHbIE 3AMEHbl,  AIeNbHOe
pacnpeoeetue.

FSHR (peuentop (oOmIMKYyIOCTUMYJIUPYIOIMIETO TOPMOHA) MPUHAIIEKUT K
cemencTBy G-0€NIKOB U JKCIPECCUPYETCSl TPAHYJIE3HBIMU KJIETKaMU (POJUTHKYJIOB
SUYHUKOB Kyp. AKTHBAIMS PEIenTopa COMPOBOXKIACTCS KaCKaJIOoM OMOXMMHYECKUX
MPOIIECCOB C Y4acCTHEM OOJIBIIIOTO KOJUYECTBA OCJIKOB, KOTOPHIE aKTUBUPYIOT TCHBI
WJIM UHBIM 00pa30M y4acTBYIOT BO BHYTPHUKJIIETOUHBIX Ipolieccax. AKTUBUPOBAHHbBIC
TeHBI PETYIUPYIOT KIETOUHYIO mposmdepannio, TuphepeHIIMPOBKY WIH aronTo3, a
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