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Annomayuna: ['enemuyeckue Mapkepvl CMAHOBAMCSA PACNPOCMPAHEHHLIM U
aghghexmusrvim uHCMpyMeHmom oyenku, cpeou komopwvix evioensiom SNP. B yerom
no kpoccy «CII 789» nabatooaemces pasnoe annenbHoe pacnpeoeieHue noaumMopphuzma
7315726646 meoxrcoy cenomunamu GG (36%) u AA (36%), 6 mo epems kak y «/lexanba
benozo» nposaenenue annens GG cocmasnsem 33%, a AA 17%.

Knwuesvie cnosa: suumnvie Kypovl, 00HOHYKICOMUOHBILL noaumoppusm, anreau, FSH,
FSHR

BBenenue. dommukynoctumynupyromuii ropmod (FSH) urpaer Baxuyio poiib B
PENPOAYKTUBHOW CHUCTeME MJleKonuTaromux W nrull. OH JedcTByeT 4epe3
cnerupuuecknii  pertenitop FSHR. FSH  sBnsercs riamkonmpoTenHOM, KOTOPBIMA
CUHTE3UPYETCS M CEKPETUPYETCS TOHATOTPONHBIMU KJICTKAMHM TMEpeIHEH T0JIU
runoguza s peryJupoBaHUs Pa3BUTHS U (DYHKIMOHUPOBAHUS TOJOBBIX JKeJe3
Mocjie JOCTaBKM uepe3 KpoBOTOK. OH cmocoOCTByeT pocTy (OIUKYJIOB H
CTUMYJIUPYET JieJieHrne U (YHKIIUU KIJIETOK TpaHyJie3bl, OCHOBHAS (PYHKIIHUSI KOTOPBIX
MATaTh pa3BUBAIOIIUNCS oolUT B dosuukyne. Y mnetyxoB FSH BaxkeH B mporiecce
crepMaToreHes3a, OH CHOCOOCTBYET JeleHUI0 KieTok CepToiau Ha paHHMX 3Tamax
oHTOTeHe3a NTullbl. Takum oOpazom, FSH siBisieTcst cocTaBHOM 4acThiO SHAOKPUHHON
OCH, KOTOpasi BIUSIET Ha PETysaIuio GyHKIui ronan u pepTmibHOCTh [2]. [Tocne Toro,
kak FSH cnenmdudaecku cBA3BIBACTCS C MOCIEAOBATEIBHOCTIMU MYJIbTHIICHIIMHOBBIX
IMOBTOPOB BO BHekieTrouHoM aomeHe FSHR, ero curuam mepemaercs G-Oenkamu,
KOTOpbIE aKTUBUPYIOT aJICHWIMJIIMKIIA3Y C BHYTPUKIETOUHOU NpoayKuueil tAM® u
nporenHkuHazy A. B pesynprare dochopunupoBaHus Oenka JIOCTUTACTCS P
¢duznonornyeckux 3(Pp¢hekToB, B TOM UHCIE aKTUBAIMSA apoMaTa3bl U WHIYKIIUS
penenTopa JITEMHU3UPYIOLEro TOPMOHA, COBMECTHO JICUCTBYIOIIMX JJISl BBIPAOOTKH
ACTPOTeHAa, KOTOPHIM B3aumojiericTByeT ¢ FSH B passutun ¢osukysnos [1,3]. FSHR
n30UpaTesbHO JKCHIpeccupyercss B mecrax ¢yHkiuoHupoBanus FSH, To ecth B
kinetkax CepToim W rpaHyjie3ax SUYHUKOB. Ilpu 3TOM ypoBeHb 3KcHpeccuu
HEMOCPEJCTBEHHO CBs3aH C TU(DPEpEeHIIMPOBKON U CO3PEBAHUEM IMOJIOBBIX KIIETOK.



CymectByetr oTpuuarenbHas koppensuus Mexnay skcrpeccueidr MPHK FSHR wu
pasmepom ¢omukynoB. ['en FSHR y kyp Haxonutces B 3 XpoMocoMe 1 COCTOUT 3 15
AK30HOB C IATHIO U3BECTHBIMU H30hopMaMu. [ eHeTHYecKue MapKephl, CBI3aHHBIC C
SKOHOMHUYECKUMHU TPU3HAKAMHU, OBUIM MUPOKO H3y4eHbl. Cpeau ATHUX MapKepoB
OJHOHYKJICOTHIHBIN noJIMMOPhU3M (SNP) MMOCTETIEHHO CTaHOBUTCHA
pactpocTpaHEeHHBIM 1 (P PEKTUBHBIM UHCTPYMEHTOM OTleHKHA. SNP — 3amenHa ogHOTro
HYKJIEOTHUJAa B T€HOME OJHOro BHJA. [I0 CpaBHEHHIO C KIIACCUYECKOW CEJICKIIHEH,
MeTonbl reHoTunupoBanuss SNP Bkio4aroT MHPOPMATUBHBIA T€HETHUECKH (OH,
MOBBIIIAIOT TOYHOCTH MPOTHO3UPOBAHUS OTOOPa U 00ECIIEUUBAIOT €0 Ka4ecTBo [4].
MarepuaJibl 1 MeTObI. DKcriepuMeHT npoBoamics Ha 6aze CI'L] «3aropckoe DI1X».
MeronoM cinydaiiHON BBIOOPKH ObLIO OTOOpaHO 36 roJIOB MCXOAHBIX JIMHUM Kpocca
«CIT 789» u 10 romoB ¢uHanpHOro THOpUAa Kpocca «Jlexand benwiit». [ITuma
coJiepKaliach B UHIMBUAYAIbHBIX KIETKaX. OCHOBHBIE TEXHOJIOTMYECKHE TAPAMETPBI
cootBeTrcTBOBa)IM HOpMaM CI'L] «3aropckoe DIIX». 3a00p KpOBH MPOU3BOJIMIICS U3
MOJAKPHUIBIIOBOM BEHBI B MPOoOUpPKHU Tuma nmneraopd 1,5 mi ¢ nobaBneHueM nuTpara
HaTpHs, B KauecTBe aHTHKoaryisHTa. M3 46 obpa3uoB kpoBu Obuia BhiaeneHa JJHK
MpyU TOMOIIM KOMMEPUYECKUX HAOOpPOB MJi1 BBIJEICHUS HYKJIEUHOBBIX KHUCIOT
ExtractDNA Blood & Cells (EBporen, Poccust). Metroauka Beinenenus JJHK na criun-
KOJIOHKaX ObliIa alanTupoBaHa noJ o0pa3usl KpoBu Kyp. KonTpons congepxanus JJHK
M YUCTOTHI 00pa3loB MNPOBOAWIM MpH momoiu crnekrpodoromerpa NanoDrop
(Thermo Fisher Scientific). [Ton6op npaiiMepoB U 30HI0B IPOU3BOANIICS MPU TOMOIIN
0a3bl maHHbIX Ensembl, a taxke nporpamm GeneRunner u Oligo Analyzer. s
uaeHTU(GUKAIIMY OAHOHYKICOTHAHOTO TonuMopdusma B reHe FSHR B reHome kyp
MCIIOJIH30BAJICS HAOOp MOAOOpaHHBIX TpaiiMepoB u 30HAOB. [Ipsmoi mpaiimep —
GTCATTGAAATCACAGGC; 0OpaTHBIN npanMep -
GCATAAATACTACCTCTCCTTC; 30H JUISt aJuiens G —
GCACATTTTGTTTGAT; 3omx mua amnens A — GCATATTTTGTTTGAT.
Ucnons3oBancs meton I[P B peanmbHOM BpemMeHM Npu NOMOIIM AMIUIM(PUKATOD
QuantStudio 5 Real-Time TP (Thermo Fisher Scientific). Pexxum ammmudukanun
st rena FSHR: Cramus ynepxanus 05 mus. 00 cek., 95°C (1 nuki); Cragus [TLP 00
MuH. 30 cek., 95°C; 00 muH. 30 cek., 56 °C; 00 mun. 30 cek., 72°C (40 uKIIOB).
Onpenenenue aieled MPOU3BOJAMIOCH NPU MOMOIIM 30HA0B Tuma TaqMan c
kpacutensimu FAM u VIC.
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Pe3yabTaThl

B crarbe Li X 2019 ronma ObUTO TTOKA3aHO, YTO ajUIeb A SBIISETCS YIIydIIaTeIeM
10 MOKa3aTessIM SIMYHON NPOAYKTUBHOCTH.

B nunuu CI17 annens G npeobiagaeT Hax ayuieneM A, Tak Kak SBJISIETCS OTIIOBCKOM
dopmoii. B muanu CII8 HabmromaeTcst HeKOTopoe nmpeodiaganue auiens A, T.K. 3TO
OTLIOBCKasl JTMHUSI MaTePUHCKOM (POpMBI. A y MaTepUHCKOMN JIMHUU MATEPUHCKOM
dopmnbl (CI19) cymiecTBeHHO TpeodIiaiaeT yacToTa amuiens A.

Habmronaroress kapauHaibHBIC pa3inuus Mexay matepuHckoi dopmoit (CIIS,
CII9) u otnosckoit ¢popmoii (CI17) — y Bropoii amuiens A cocrasiset Beero 21%

(Tabmn. 1).
Tabauya 1-Yactora resorunos u ajuienei «CII 789»
SNP JInanu YacToTa reHOTUIIOB YacTtora aminenen
GG GA AA G A
rs315726646 | CII 7 (12 ronoBsI) 0,75 0,08 0,17 0,79 0,21
CII 8 (12 romnoBsl) 0,25 0,33 0,42 0,415 0,585
CIT 9 (12 ronoBsl) 0,08 0,42 0,50 0,29 0,71
CII 7,8,9 (36 ronos) 0,36 0,28 0,36 0,50 0,50

Kax BugHO 13 Tabnuipl 2 y Kyp Kpocca «Jlexan0® bemnbliy camas HU3Kas 4actoTa
HaOmogaeTcs y reHotumna AA. Amens G BcTpeuaercs Ha 16% dare, 4em aieis
A,  KOTOpBIA  NPEANOJOXKUTEIBHO  SBISAETCA  yJIydllaTelleM  sIMYHOM
IPOYKTUBHOCTH [2]. DTO CBUIIETETHCTBYET O TOM, YTO cesieKIus o Janaomy SNP

HE IMPOBOAUJIIACS.
Tabnuya 2 -YacToTa reHOTUIIOB U aJjjielieil kpocca «/lekand beablii»

SNP JInnnn YacToTa re HOTHUIIOB Yacrora amienei
GG GA AA G A
rs315726646 | Jlekan0 (10 ronos) 0,33 0,5 0,17 0,58 0,42

3akiouenue. Pa6otel mo nannomy SNP Ha xpocce CII789 He mpoBoauioch, HO
Opd TOMOIIM KJIACCUYECKOW CeJIEKIIMM BUJHO, YTO MaTepuHCKas Qopma
matepuHckon auHuu (CI19) umeer mposinenue amnens A 50% B oTIu4yuu OT
oToBCcKkoi (opmbl MaTepunckoil auHUM 40%. BunHo sBHOE paznuuue Mexzy
MaTEPUHCKUMHU U OTIIOBCKUMHU (POpMaMHU IO IPOSBIICHUIO aJUIeNsl yIy4dllaTessl, YTo
MOXXET CBUJETEIbCTBOBATh O BO3MOKHOCTH JIaJbHEHIIETro MPUBEIECHUU €ro K
TOMO3HUTOTHOCTH 1O aJIeN0 A U JaJibHEHIlIeMy BBEJEHUIO HOBOT'O CEJIEKIIMOHHOTO
IpU3HAKa B KPOCC y MAaTEPUHCKOU POPMBI.

Pexomenayercs mpoBeCTH JaidbHEHIINE UCCIEI0BAHMS IO B3AaUMOCBSI3H aylienst A
C SSMYHON MPOAYKTHUBHOCTBIO T.K. B TIPEABIAYIINNA CTaThsIX WHOCTPAHHBIX aBTOPOB
[2] ObL10 IOKA3aHO, YTO JAHHBIN aJlIeNb SBISETCS YIyUIlaTelIeM.

B memom mo Bcemy kpoccy CII789 mnabmiomaercs paBHOE —auielIbHOE
pactpenenenue mexay reHorunamMu GG (36%) u AA (36%), B ToO BpeMsl Kak y
«/lexanba benoro» nposinenue amtens GG cocrasuser 33%, a AA 17%.
['eHoMHas ceneKus MO3BOJISIET MPOBOJAUTH aHAJIM3 U TOYHBIM OTOOp TMETYXOB,
HECYIIUX JKEJaeMble TEeHOTHUIBI; paboTy CO CIOXHO CEJICKIHOHUPYEMbIMU
NpU3HAKaMH; TPOTHO3UPOBAHHE XO3AMCTBEHHO-TIONE3HBIX MPU3HAKOB Kyp U



ITPOBCACHUC 0T60pa INTUIBI HAMHOI'O pPaHbIIC I IOJYYCHUA AKOHOMHUYECKON
BBIT'OJbI.
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