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AKTYa/ZIbHOCTb

B anplwimpckon nopoae cpean netanbHbIX peueccMBoB MOXKHO BblAENUTb
rannotun ¢eptunbHoctn AH1 (Ayrshire Haplotype 1). MUHdopmauus o
AJaHHOM rannotune crtana pgoctynHonm B 2014 roay, Koraa MeToaom
NOZIHOFEHOMHOIO CEKBEHMPOBAHUA Obln KapTMpoBaH peroH Ha BTA17 B
AnanasoHe oT 65,9 go 66,2 Mbp, accounMMpPoOBaAHHbLIN C HapyLleHuem
depTunbHocTn Kopos (Cooper et al., 2014). MNo3aHee 6blI10 OOHapyKEHO,
4YTO AaHHbIXN rannoTtmn accounmpoaH ¢ SNP rs475678587C > T B 3K30He
23 reHa UBE3B. Mytauua npusBoAUT K MNPOMNYCKY 3K30HA B pPaMKe
CYMUTbIBAHMA WU, KaK cnencrtesue, HenonHomy yceyeHuto HECT-pomeHa B
benke UBE3B. UBE3B-mytauma BbI3blBaeT Y TeNAT KAUHUYECKM
pacno3HaBaembin cuHapom PRIM (ptosis, intellectual disability, retarded
growth and mortality). fomo3urotHblie Tensta nornbatoT Ha MO3AHUX
CPOKaX CTE/IbHOCTU MM B PAaHHUW NOCTHATa/bHbIK nepuoa (Venhoranta et
al., 2014).

MaTtepuanbl U meToabl

UccneposaHne nposogunn B nepuon 2021-2022 rr. Ha KopoBax
avpwmnpckon nopoabl (n=95). [Ina OUEHKM KOpPOB WMCMNOJIb30BAJIUCD
AaHHble 6a3bl «CE/IKC» nnemeHHoro xo3amcrtea (OOO PU MaunHop). B
BbIDOPKY BOLWIIN }KMBOTHblE, MMeWMUe B POAOCAOBHOM NPeaKoB -—
Hocutenenm AH1. Y 53 u3 Hux otubl, y 27 ronos — oTuUbl maTtepen nuy 15
roI0B OTUbl MAaTeEPEn maTepen UMenun noarsepKAEHHbIM cTaTyc AHI1.
[eHOTUNbI OblKOB OblIM MOAYYEHbl B XO4Ee Halero npeablayuero
MccnenoBaHUA, a TaKXKe U3 AOCTYNHbIX 6a3 AaHHbIX. [eHOTUNMpPOBaHUE Ha
npegmer HocutenbctBa AH1 nposoanan meToaoM CeKBEHUPOBAHUA MO
CeHrepy (rs475678587) (Pozovnikova et al. 2020).Cratuctmnyeckyto
06paboTKy AaHHbIX ocywecteaanm B nakete STATISTICA 13 Dell Inc w
GraphPad Prizm 12.0.

Llenb nccneposaHUA

AHanun3 BCcTpeyaemocTn rannotmna peptunbHoctn AH1 n cpaBHUTENbHAA Z,;

OUEHKa NnapameTpoB MOJIOYHOW TMPOAYKTUBHOCTM B BblIOOPKE KOPOB
anpLUMPCKOM NOopoabl B 3aBUCMMOCTM OT cTaTyca nx no AH1.

CHU}KeHne NnpoLeHTa onnoaoTBOPEHUA KOPOB
(Cooper et al., 2014)

[loBbllEeHME NPOLUEHTA MEPTBOPOKAEHHbIX N/10A0B
(Venhoranta et al., 2014)

Cxema nccneanoBaHUA

d1an 3 [eHOTMNUPOBAHUE Ha

dtan 1. MonyyeHwne obpasua 3Tan 2. AMNAUPUKaLMA y4acTKa AH1

[IHK 13 6uomatepnana reHa UBE3B (rs475678587C > T) NPEAMET HOCUTENBCTBA
MeTOA40M CEKBEHUPOBAHMA NO
CeHrepy

AH-C — )xuBOTHBIE T€TEpO3UTOTHBIC HOCUTEeNH ramiotuna AH1
AH-F — sxxuBoTHBIE cBOOOIHBIE OT Tarutotuiia AH1
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BcTpeyaemocTts rannotuna AH1 BcTpeuyaemocTthb rannotuna AH1 BctpeuyaemocTthb rannotuna AH1
B rpynne KopoB, OTLbl KOTOPbIX B rpynne KOpoB, OTLbl MaTepen KOTOpbIX B rpynne KOpoB, OTLbl MaTepen MaTepen KOTopbIX
uMenu noareepXaeHHbIN ctatyc no AHL MMenu noaTBepXAeHHbIU ctaTtyc no AH1 MMenu noaTrBepXAeHHbIN ctaTtyc no AH1

Yactota rannotmna AH1 B ncchneayemoun BbibOpKE KOPOB aMpPLUMPCKOM MOPOabl,
MMELWKNX B poaocnoBHOU otua — Hocutena AH1 coctasunna 50,9% lMpu Hannumnm
HocuTenbCcTBa AH1 y oTUa maTepn UAK OTUa MaTepn matepu BCcTpedaemocTb AH1
B rpynnax aHa/In3npyemblx KOpoB Oblsia 3HAYUTENBbHO HUXKE U cocTaBuaa 26 n 13%
COOTBETCTBEHHO.

BbiBOAbI

Takmum obpasom, HocuTenbcTBo ranaotuna AH1 He oOKa3blBaeT HeraTMBHOTO
B/IMAHMUA HA MOJIOYHYIO NPOAYKTUBHOCTb KOPOB aMpLIMPCKOM nopodbl. Ho
BbICOKAA 4acToTa BCTpedaemoctTn rannotmna AH1 cpean WUBOTHbLIX, B
POAOCNOBHbIX KOTOpbIX wumetoTca npeakn AH-C, TpebyeTr npoBeaeHus
PErynapHOro CKPMHUHIA Ha HOCUTENbCTBO 3TOrO0 ransiotmna BO u3berKaHuA
BO3MOXHbIX Npobiem ¢ BOCNPOU3BOACTBOM CTaA,

Tabnuua 1. NpoayKTUBHbIE MPU3HAKM NO NEepPBOM Tabnuua 2. MNpoayKTUBHbIE MPU3HAKM NO BTOPOU
3aKOHYEHHOM NaKTaLUM KOPOB alpPLUMPCKON Nopoabl C 3aKOHYEHHOM NaKTauMM KOPOB aUPLUMPCKON NOpoabl C
Pa3/InYHbIM CTaTycom no ranaotuny AH1 pPa3/IM4YHbIM CTaTycom no ranaotuny AH1
KOpPOBbI KOpPOBbI
Mokasatenb AH-C AH-F MokasaTtenb AH-C AH-F
(n=34)  (n=61) (n=31) | {n=46)
Mean 7981 7753 Mean 8408 8280
Ypoi13a305 gH.  Std.Dev. 1061 1053 Ypoii 3a 305 gH.  Std.Dev. 1678 978
Std.Err 182 135 Std.Err 301 144
Mo/IOYHBbLij Mean 4’140 4’31b MOJI0YHbIN Mean 4,18 4,24
Std.Dev 021 032 Std.Dev. 0,24 0,33
. . ) ’ (1)
xup, % Std.Err 0,04 0,04 Up, % Std.Err 0,04 0,05
MOMOUHbIE Mean 331,03 333,01 MonouHbiii Mean 350,19 352,02
Std.Dev. 50,82 45,29 Std.Dev. 65,78 55,66
XUp Kr Std.Err 8,72 5,80 YKUP, KT Std.Err 11,82 8,21
a b
MoIOUHbIG Mean 3,44 3,47 MoNOUHbIj Mean 3,44 3,52
Std.Dev. 0,13 0,14 6enok % Std.Dev. 0,13 0,19
6enok, % Std.Err 0,02 0,02 & Std.Err 0,02 0,03
Mo/10YHbli Mean 274,29 268,87 MONOUHbIi Mean 288,60 291,69
Std.Dev. 35,47 39,04 6enoK. Kr Std.Dev. 55,54 39,60
G0, 0T Std.Err 6,08 5,00 ' Std.Err 9,97 5,84
@b p<0,05;

CpaBHUTENbHbIM aHANN3 NPOAYKTUBHbLIX MPU3HAKOB KOPOB NOKa3an, YTo NO NepBowu
naktauum koposbl AH-F npesocxoamnmn ceonx ceepctHuy AH-C no npoueHTHoMmy
coAEepPXaHU MONOYHOrO }MpPa, a N0 BTOPOU 3aKOHYEHHOM NAaKTaUMUMN — MOJIOYHOIO
benka (p<0,05). OAHAaKO MO OCTa/NbHbIM aHaJAM3NPYEMbIM [OKa3aTeNAM He
BbIABNIEHO AOCTOBEPHbIX Pa3INYUMA.
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