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Peslome

MpoBeaeHHoe B 2018 roay LWnMpokomMacLUTabHoe ucCAeAOBaHHe 6a3 AQHHbIX CeKBe-
Huposanua AHK (Jorgenson E., et al.) AA MOMCKQ HACAE€ACTBEHHOM MPEAPACTOAOXKEH-
HOCTHM K PaHHEH 3PEKTUAbHON AMCCDYHKLIMM BbIIBUAO ACCOLIMALIMIO C OAHOHYKA€OTHA-
HOM 3ameHo# 1s17185536-T, peryAupyroLumMm 3Kcnpeccuio Tonorpacpuyecku 6AM3Kux
reHoB, CPeAHM KOTOPbIX HAXOAMTCS reH SIM 1, NrpaloLLLMii BAXKHYIO POAb B MOAAEPXXAHUM
MACChI TeAQ U CEKCYAAbHOM cbyHKLMU. BAM3OCTb AoKyca rs17185536 k reHam CCNC
(umkanH C), PRDM 13 (MeTMATpacchbepasa rucToHoB) M USP45 (y6ukBUTHH-cneumucbu-
4ecKas nenT1aasbl 45) npeAnoAaraeT BO3MOXHOE y4aCTHE AGHHOIO MoAMMOpchuma
B NAToreHese M Apyrx 3a60AeBaHMH, CBA3AHHbIX C HAPYLUEHUAMM (PYHKLMHM NPOAYK-
TOB AQHHBIX F€HOB. LleAb PQBOTbI 3AKAIOYAAACH B pA3paboTKe METOANKM ONPEAEAEHNSA
Aokyca AHKrs17185536 n npoBepke NpeAnoAOXeHHs O ero CBA3M C PUCKOM PA3BUTUA
naroAornn 6epeMeHHOCTH U MAOAQ, A TAKXKE C MPOrHO30M PA3BMTHA XPOHNYECKUX
MHEAONPOAMCPEPATHBHBIX 3a60AEBAHUH. MATEPMAALI 1 METOAbLI. B CcAeAOBaHME
6b1AM BKAIOYEHbI 280 YeroBeK, 81 M3 KOTOPbIX 3A0POBbIe AOHOPBI, 116 6epemMeHHbIx
XKEHLUMH, 25 NauMeHTOB C MCTUHHOMN NOAMLUTEMUEN, 29 C ICCEHLUMUAALHON TPOM-
Gouutemmen 1 29 c nepBUYHbIM MUEAOGPHOBPO30M. Pe3yabTaThl. C MCMIOAb3OBAHMEM
OPUMMHAABHOM METOAMKM onpeaeAeHns 1s17185536 aareab-cneuncpuyeckos INLP-
PB noka3aHoO, 4TO pacnpOCTPAHEHHOCTb aAAeAs T cpean Bcex 06CAeAOBAHHbIX
rpynn cocTaB1Aa 16 %, U BQpPMAHTbI reHOTUNOB cocTaenan: C/C —73%, C/T—23%
u T/T — 4%, yTo cooTBeTCTBYeT AdHHbIM Jorgenson et al. OTcyTcTBUe CTATHC-
THHECKM 3HAYUMbIX PA3ANYMH HACTOTbI BCTPEYAEMOCTH AQHHOTO NOAMMOPGHIMA
XPOHUYECKMX MUEAONPOANCDEPUTUBHbIX 3060AEBAHUI CBUAETEALCTBYET O HU3KOH
BEpPOATHOCTH BOBA€YeHMA Is17185536-T B naToreHese AaHHbIX 3a60AeBaHui. B rpynne
6epeMeHHbIX XXEeHLLMH NOKA3aHA accouMaumns aareas rs17185536-T ¢ oxmnpeHuem,
MMOMOM MATKH U PA3BUTHEM MPEIKAAMICHH. BbiBOALI. BnepBble ¢ MCMOAb3OBAHH-
€M OPHMrMHAAbHOHM METOAMKHN QHOAM3A NMPOBEAEHA OLEHKA PAacnpOCTPAHEHHOCTH
reHa HACA€ACTBEHHOMH NPEeAPACNOAOXKEHHOCTH K MMNOTEeHUMHU. HecMoTpa Ha To-
norpagpnyeckyro 6AM30cTb AOKyca rs17185536 k reHam peryAaumn penapaumm
u pyHkumnonmposauna AHK, ero noAMmopcb13mbl He OKA3bIBAIOT BAMAHNA HA PUCK
PA3BUTUA XPOHUYECKUX MHEAONPOANGPEPATHBHBIX 3a60AeBAHMI. OBHAPYXEeHHAs
accoumnaumsn dareAs rs17185536-T ¢ puckom pasBuTHs naToAormm 6epeMeHHOCTH
TpebyeT AONOAHMTEALHOIO U3y4HEHMUA.

KaloyeBble CAOBA: OAHOHYKAEOTHAHbIH noaumopcpmnsm AHK, rs17185536,
LOC 728012, xpoHn4yeckne Ph-HeraTusHbie mueAonposncpepaTuBHbie HOBO-
06pa3oBaHus, NATOAOrMA 6epeMeHHOCTMH.

Summary

A large-scale study of DNA sequencing databases (Jorgenson E., et
al., 2018) to search for hereditary susceptibility to early erectile dys-
function revealed an association with the rs17185536-T polymorphism
regulating the expression of topologically associating domain, among
which is the SIM1 gene, which plays an important role in maintaining
mass body and sexual function. The proximity of the rs17185536 locus
to the CCNC (cyclin C), PRDMI3 (histone methyltransferase) and
USP45 (ubiquitin-specific peptidase 45) genes suggests the possible
involvement of this polymorphism in the pathogenesis and other
diseases associated with impairments of these genes. Materials and
methods. The study included a total of 280 people: 81 of which were
healthy donors, 116 pregnant women, 25 patients with polycythe-
mia vera, 29 with essential thrombocythemia, and 29 with primary
myelofibrosis. Results. Using the original method of determining the
polymorphism rs17185536, the allele of specific PCR-RT showed that
the prevalence ofthe T allele among all examined patients was 19 %,
and variants of the genotypes: C/C with 73%, C/T with 23% and T/T
with 4%, which corresponds to Winkler e.a. data. The absence of
statistically significant differences in the frequency of occurrence
of this polymorphism in the pathology of pregnancy and in chronic
myeloproliferative diseases indicates a low probability ofinvolvement
ofrs17185536-Tin the pathogenesis of these diseases. In the group of
pregnant women, there is an association of the rs17185536-T allele
with obesity, uterine fibroids and the development of preeclampsia.
Conclusions. For the first time, using the original method of analysis,
it was confirmed that the Russian population has a comparable
prevalence of the gene of hereditary susceptibility to impotence.
Despite the topographic proximity of the rs17185536 locus to the genes
regulating the repair and functioning of DNA, its polymorphisms do
not affect the risk of chronic myeloproliferative diseases developing.
The association of the rs17185536-T allele with the risk of developing
a pregnancy pathology requires further study.

Key words: single nucleotide DNA polymorphism, rs17185536,
LOC 728012, chronic Ph-negative myeloproliferative neoplasms,
pregnancy pathology.
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Brenenne

Pesynprarsl uccnenoBanuit nocnegonarenbHoct JHK
B paMKax IIHPOKO ITPOBOJUMOTO U3YUEHHUS CBSI3H OTIEIBHBIX
TeHETHUYECKUX U EHOTUIIMYECKUX 0cobeHHOCcTeH Genome-
Wide Association Studies (GWAS) 1103BOJISIIOT BBISIBJIATD
TIEPCIIEKTUBHBIE TOYKH MPHIIOKEHUS ISl HOBBIX EPCOHU(UIIH-
POBAHHBIX TTOAXOIOB K MPO(QUIIAKTHKE U TepaIiy 3a00/eBaHHi.
Cpenu TakuX BBISBISIEMBIX TEHETHYECKHX JIETEPMUHAHT 4acTO
BCTpeyaroTcs yyacTku Hetpanciaupyemoil JIHK, ne xogupyto-
1€ HUKAKUX U3BECTHBIX (DYHKIIMOHAIBHBIX 0eIKoB. OXHUM
W3 TaKUX TeHETHYECKHX JIOKYCOB siBiseTcs yuactok JTHK
Ha mecTtoit xpomocome 6q16 LOC 728012, umeromuii aBa
BapuaHTa OIHOHYKJIIEOTHAHOTO nosmMopdu3ma rs17185536
(T/C). Panee Obliia mokaszaHa acCOIMAIMS JAHHOTO MOJINMOP-
¢du3ma ¢ nHIeKcoM «Tanus / 6expa» [1], ypoBHEM CBOOOTHOTO
TUPOKCUHA B KPOBH [2], HOpManH3auueil apTepuaabHOro 1aB-
JIEHUS B IIPOLECCEe HEMEAUKAMEHTO3HON Tepariy F’HIepTeH3UN
[3], a Takxke BOBJIEYEHHUE B PEryJISILIMI0 IMMYHHOTO OTBeTa [4].

OnHako HauOONBIIYIO U3BECTHOCTH MOJUMOPHU3M
rs17185536-T nmomy4unn mocie HeJaBHEH myonukanuu [5],
MPOJEMOHCTPUPOBABILEN €ro CBA3b C PA3BUTUEM pAaHHEN
SPEKTHIBHOM TUCPYHKIMN. ABTOPHI OOBSCHSIOT BBISIBICHHBIN
(dberoMeH BoBiedeHHEM 1517185536 B perynsiuio SKCpeccuu
pacnonoxeHHoro psanom resa SIMI. I'en SIM1 — cokpa-
meHHoe HazBaHue ot single-minded family basic helix-
loop-helix transcription factor 1, siBisieTCcS 4aCTbIO CHCTEMBI
«JIETITUH — MEJIAHOKOPTHHY, KOTOpasi IMEET BAXKHYIO POJIb
B HOJJEP>KAHUHM MACChl Tejla U PETYISIUN CEKCyallbHOU
¢yskmu. Bmecre ¢ Tem, kpome rena SIM1, B TONONIOTHYECKH
acconuupymomei odmactu ¢ rs17185536 Haxonarcs Takxke
reasl MCHR 2 (perientopa MeJIaHUH-KOHIICHTPUPYIOIIETO
ropmoHa Broporo Ttumna), CCNC (muxnun C), PRDM13 (me-
TuTpancgepasa rTuctoHoB) u USP45 (yOMKBUTHH-CIEIIH-
¢udeckas nentugasa 45, KOTopasi BaKHa ISl perapanuu
nBoiHbIX pa3psiBoB JJHK ¢ yuactuem XPF-ERCC1). Yuu-
THIBasl ACCOLMALINIO IKCIIPECCUH ITUX F'€HOB, a TAKKE MU-
KpoJesenuil 1 TpaHcnokanuil 6q16 ¢ matonoruei pa3BuTus
wioa [6] u psIOM OHKOJOTHYECKUX 3a00NIeBaHu [7], MOXKHO
OBLIIO MIPENITOJIOKUTH, YTO HCCIIENOBaHUE ITIOIUMOpPHU3Ma
rs17185536 Oyner mose3HbIM B OLIEHKE prcKa Oecruronus,
1aTOJIOTUN OEPEMEHHOCTH, a TAKXKe JUIS IIPOTHO3a PA3BUTHS
OHKOT'eMaTOJIOTHYeCKHX 3aboneBannii. Jlo cux nmop accouu-
anus rs17185536 ¢ maronorueir 6epeMEHHOCTH U OTICITb-
HBIMH BapHaHTaMHU XPOHUYECKUX MHUEIONPOIH(EPaTHBHBIX

3aboseBannii (XMII3) He uccnenosanacs. Bmecre ¢ Tem
B JJOCTYITHOM JIUTEpAType MbI HE HAIIUIM ONHMCAHUS METOIa
JETEKINN TaHHOTO MOoJUMOpdH3Ma, He CBI3aHHOTO C HE0O-
XOAUMOCTBIO cekBeHupoBanus JJHK.

Iensio HacTosIIEH PadOTHI SBISUINCH Pa3pad0TKa METOIUKA
JUISL BBISIBJICHUSI OHOHYKJICOTHIHOM 3aMeHbl B 1s17185536
1 OLICHKA PaclpOCTPaHEHHOCTH €T0 aJJIeJIbHBIX BApUAHTOB
y OEpeMEeHHBIX U IALMEHTOB C XPOHUYECKIMHU MHEIIONIPOIIH-
(epaTUBHBIMHU 3200JI€BAaHUSMH.

Marepuajbl M MeTOAbI

Knunuuecxue obpasyvl. B uccnenoBanue BKIIOYCHBI aHO-
HUMHBIE TIPOOBI KPOBH 25 HMalMEHTOB C HCTUHHOM ITOJINIH-
temueit (UI1) B Bo3pacte ot 29 no 73 ner (14 sxenmuH u 11
MY’K41H), 29 TalMEeHTOB ¢ SCCEHIMAIbHON TpoMOoLTeMuen
(3T) B Bo3pacre ot 36 no 77 ner (20 >xeHIIMH U 9 MyXX4HH),
29 ManMeHToB ¢ Pa3BUBIIMMCS Ha MOMEHT 00CIIEeIOBAaHUS MU-
enodudpozom (MD) B Bozpacte ot 42 1o 83 net (15 sxeHmH
u 14 My>X4nH), a TaK)Ke aHOHUMHBIE poOsI §1 310poBOTO
JIOHOpa KpoBH B Bo3pacte oT 20 1o 68 yiet (57 xeHumH u 24
MYKYHHBI), COCTABJISIONINX IPyMITy KOHTpoist. Kpome Toro,
B HCCJIeA0BaHUe ObUTH BKITIOUEHHI 116 mpo0 KpoBH KEHIINH
ot 19 o 37 net ¢ pa3TUUHBIMU BapHMaHTaMH aTOJIOTMYECKH
MpoTeKaroIeld 0EpeMEeHHOCTH: ¢ MHOMOW MaTku — 28, ¢
oxupenueM II-11I ct. — 18 u ¢ pa3BuBLIEeiics Bo Bpems Oepe-
MeHHOcTH npeskiamicueil — 13). [ockonbky uccnenoBanue
HMEJIO UCKITFOUUTEIIHHO AHIEMHUOIOTHYECKUIT Xapakrep, cOop
TIePCOHAM3UPOBAHHON HH(POPMAIIN HE POBOINIICSL.

Buioenenue JJHK. Beinensimu JJTHK w3 1eHKOIUTOB KPOBU
C UCHOJIB30BaHUEM KoMIUIeKTa peareHToB «IHK-cop0-B»
(®BYH «IHUU siimnemuonorumy», Poccus).

Jusaiin npaiimepos. Vicnons3yst cucteMy rogbopa npaii-
mepoB WASP [8], 6611 pazpaboran HaOOp ¢ OpUTHHAIBHBIMH
nipaiiMepaMu TSl BBISIBJICHHS JAaHHOTO MOJMMOpP(dH3Ma C ITOMO-
mkto peakuuu [P B pexxume peansroro Bpemenn (ITILP-PB).
[paiimepsr s TTLP-PB Obun ciegyronmMu: npsiMoii npaii-
Mep Ha amensb «aukoro» tuna 5’-ATGAACCTTCAATTACC
ATACAATC-3’; npsimoli npaiiMep Ha ajjeinb «MyTaHTHOTO»
tuna 5’-ATGAACCTTCAATTACCATACAATT-3"; oOmwuii
obpatusii npaiimMep 5’-TTCAAATGTTGTTCAAAGCA-3’.
JleTekuuio NpoayKTa peakluy OCYLIECTBISUIU C UCIIOIb30Ba-
HueM uHTepkanupyromero kpacutens SYBR Green 1.

Tabamua 1

3Ha4eHns NOPOroBbIX UMKAOB, MOAYHEHHbIX B pe3yAbTaTe npoBeaeHus LP-PB B rpaaueHTe Temnepatyp

Mpo6a Ne 1, reHotn C/C
TemnepaTypa otxura, °C

AAneab C Annenb T
65,0 N/A N/A
64,5 N/A N/A
63,3 30,7 N/A
61,4 21,1 N/A
59.0 19,0 31,8
57.0 18,6 30,2
55,7 18,7 29,7
55,0 18,6 29,4

Mpumedanme: N/A — OTCYTCTBUE OAYOPECLLEHTHOTO CUTHOAQ.

Mpo6a Ne 2, reHoTnn C/T Mpo6a Ne 3, reHoTun T/T

Aaneab C AAneAb T Aaneab C AAneAb T
N/A N/A N/A N/A
N/A N/A N/A N/A
28,5 N/A N/A 34,6
21,6 23,4 N/A 24,7
20,7 20,5 N/A 22,0
20,5 20,5 N/A 20,8
204 20,5 N/A 218
20,5 20,4 N/A 22,6
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IIposedenue I1[]P. 111 npoBeNeHUsT pEaKIINN aMILIH-
(ukanuu ucrons3zoBancs ammndukarop Bio-Rad CFX96
(Bio-Rad Laboratories, CILIA). YcioBust aMIindukanum
6butn cienyromue: 95 °C B Teuenue 5 MuH., 40 IHUKIOB IpH
temneparype 95 °C B teuenue 15 c u 57 °C B Teuenue 60 c.

Craructuyeckyto 00padOTKy MOJTy4YEeHHBIX JaHHBIX pac-
MIPOCTPAHEHHOCTH TEHETHYECKUX TTOTUMOP(H3MOB IIPOBOAMIN
C MCIOJIB30BaHHEM Web-KaJIbKyIIsITopa Ha caiiTe gen-exp.ru.

PesynbTarnl

Jnst onTUMU3anyy peXxxuMa OTXKHTa IIpaiiMepoB IIPOBEIH
niocraHoBky ITI[P-PB npo6 c 3apaHee 13BeCTHBIMH T'€HOTHITAMH
IIpU rpaJueHTe TeMIeparyp B auanasone 55-65 °C. B xone
9KCIIEPUMEHTA yCTAHOBJIEHO, YTO ONTHMaJbHasl TEMIIepary-
pa oTxura npaiimepos coctasisieT 57 °C. Pesynsrarsl npen-
cTaBlieHsl B Ta0. 1. Bemmunna moporosoro nukia 6ossire 30
CBUJICTEIBCTBYET 00 OTCYTCTBHHU B IIPOOE MCKOMOT'O aJlIesl.
B nipo6e ¢ rerorunom C/C npu Temneparype 57 °C Habnmronancs
Hanbosiee paHHUH ITOPOTOBBIN HUKII ts ayutensi C, Ipy 3ToM
i amenst T ol Obut Oombire 30. B rerepo3urotHoii mpode
¢ renotuniom C/T HaOnromanuch oMHAKOBBIE 3HAYEHHS TI0PO-
roBbIxX 1UKJIOB At amuienedt C u T npu temneparype 57 °C.
B npo6e ¢ rernotrnom T/T Habmogannck OTCYyTCTBHE CUTHAIA
OT aJIIEIIsI «JIMKOT0» THIIA U HanOoJIee paHHUH TOPOTOBBIN LMK
JUISL <MyTaHTHOTO» aJUIeyisl, YTO SIBIISICTCSI ONTUMAJIBHBIM IPH
HCCIIEI0OBAaHNH OIHOHYKJICOTHUIHBIX ITOIUMOP(HH3MOB.

Ha pucyHke npezcTaBieH npuMep AeTEKIUH OTACIbHBIX
3ameH 1517185536 ¢ ncronb3oBanreM pa3pabOTaHHOTO METOAa,
Pe3yIIbTaThl XOPOIIO BOCIIPOU3BOAATCS B TyOIIMPOBaHHBIX
MIOCTAHOBKAX.

B Tabu. 2 npuBeneHbI pe3yabTaThl BBISBICHHS OHOHYKJIE-
otunHOroO TonuMopdm3ma rs17185536 cpemau oOcIe10BaHHBIX
TPYIII MTaleHToB. B 1enom o BceM 00cie10BaHHBIM JIMLIAM
YaCTOTHI paclpeieNIeHNs] COOTBETCTBYIOT 3aKOHY Xapau-Baii-
HOepra. Bpl10 BEISIBICHO, YTO B LIEJIOM 10 BCEM 00CIIeI0BaH-
HBIM TPYIIaM 4acTOTa BCTPEYaeMOCTH MYTaHTHOTO aJuIeJIst
T cocraBuna 16 %. 3Ha4nMBIX pa3auyuuil B paclpeneaeHuu
aJUICJIBHBIX TTOJIMMOP(HU3MOB B BEIOPAHHBIX I'PYIIIAX MaIH-
entoB ¢ XMH oOHapyxkeHo He 0bu10 (p > 0,05).

Bwmecre ¢ TeMm pe3ynbTaThl TECTUPOBAHUS B BBIIEIICH-
HOU TpymIe OepeMEHHBIX )KEHIIUH C TIOBBIIICHHBIM PUCKOM
Pa3BUTHS ITATOJIOTHH MPOJEMOHCTPUPOBAIIH CYLIIECTBEHHOE
pasnnune B pacnpenesieHnn ameneit rs1 7185536 (tadm. 3).
Annens C nerexkTupoBaiach B 2,6 pasa vaiie y OepeMeH-
HBIX Oe3 marosoruy, a ayuiens T B 1,7 gaine B rpymme pucka
B CPaBHEHUH ¢ KOHTposeM. [Ipu cpaBHeHNN GepeMeHHbIX 0e3
TIaTOJIOTUH M TPYIIIBI PUCKA OTHOIICHHE [IIAHCOB aCCOLMAINH
amens T cocrasuio 6onee 4,3 (P < 0,01).
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Unkne:

PrcyHok. Mprmep AeTekLmm PA3HbIX BOPUAHTOB reHOTHMOB rs17185536.

Tabanua 2

YacToTa BCcTpe4aemMoCcTH OAHOHYKA@OTUAHOIo noAMmopapmsmda rs17185536 cpean o6¢cAeAOBAHHbBIX TPy NALMEHTOB

[eHoTHR Tpynna KOHTPOAs un
KoanyecTso, abe. (%) KoanyecTso, abe. (%)
Bcero npo6 81 25
c/C 53 (65%) 16 (64%)
cn 25 (31%) 7 (28%)
il 3 (4%) 2 (8%)
Aarenb C 131 (81%) 39 (78%)
AAnEAL T 31 (18%) 11 (22%)

KOAnHeCT::;, ab6e. (%) Komqec-r’:\: a6e. (%) Bee XMM3
29 29 83
21 (73%) 24 (83%) 61 (73%)
7 (24%) 5(17%) 19 (23%)
1(3%) 0 3 (4%)
49 (85%) 53 (91%) 141 (85%)
9 (15%) 5(9%) 25 (15%)
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Tabanua 3

PacnpeaAeAeHue aareAbHbIX BAPHAHTOB Is17185536 y 6epemeHHbIX; KoanyecTBo abc., (%)

BepemeHHble 6e3 NaTOAOrUI; KOA-BO a6cC., (%)

BepemeHHble 06bEAMHEHHOM IPYNMbl NATOAOTMM; KOA-BO a6C., (%)

FeHoTHn - 2.
Bcero npo6b 4] 59
Aaneasb C 76 (93%) 88 (75%)
AAArEAb T 6(7%) 30 (25%)
OTHOLLIEHME LLIAHCOB Anreas C AAAEAL T Anneas C AAAEAL T
(c rpynnoi KoHTPOAS) 2,61 (1,08-6,28) 0,38 (0,16-0,92) 0.6 (0.36-1,0) 1,66 (1,00-2,74)
P 0,03 0,05
OTHOLLIEHME LLIAHCOB (MEXAY Aanens C Arnenb T
rpynnamm 11 2) 0,23 (0,09-0,59) 4,32 (1,71-10,93)
P 0,001
Oocy:xaenue 3akioueHue

OcHoBaHMEM JUIsl IPOBEACHUS HAacTOsAIIEH paboTHI 1O-
CITY>)KWJIH JaHHBIE O POJIH ITOJMMOpP(H3Ma HEKOIUPYIOLIETO
yuactka JJHK rs17185536 B perymnsiuu 3KCIpeccuu To-
norpaduIecKu acCOMUPOBaHHBIX reHOB SIM-1, MCHR 2,
CCNC, PRDM13 n USP45. Ilpoaykt rena SIM1 ydacTByeT
B PETYISILIMY METAHOKOPTUHOBOI'O YT, KOTOPBIA OTBEYAET
KakK 3a MUILEBOE, TAK U M0JIOBOE MOBEAEHUE MIIEKOIUTAIO-
LIMX, B TO BpeMs Kak reHsl ukinHa C, MeTmitpacdepasa
TUCTOHOB U YOMKBUTHH-CIIEIH(PUIECKOHN MENTHIA3bI U3-
BECTHBI CBOUM YyudacTueM B perynsanuu penapanuu JJTHK
U KJeTouHoro nukia. I[locnennee naBano nmoBop Jjs UC-
cienoBaHusl BO3MOXKHOU posn 1517185536 kak ¢akTopa
pHUCKa pa3BUTHS MaTOJIOTUU OEPEMEHHOCTH U (WJIM) OHKO-
reMaToJIOTHYeCKUX 3a00IeBaHUI.

[omyuennsle B Haeil paboTe JaHHBIE O PacIpOCTPaHEeH-
Hoctu ajutenst T nomumopdusma rs17185536 cpenau Bcex
o0cIeI0BaHHBIX MMAlMeHToB I. KpacHosipcka cOOTBETCTBYIOT
JIAHHBIM O PacIpOCTPaHEHHOCTH JAaHHOTO ITOJUMOphU3Ma
B MEXJIYHApPOJHOM HcciieqoBaHuu [5]. OTCyTCcTBUE CTaTHUC-
THYECKU 3HAYUMBIX Pa3JIM4Ui 4acTOThI BCTPEUAEMOCTHU
JTAHHOTO MOJIUMOp(HU3Ma IPH XPOHUYECKUX MUEIOMPOIIH-
(epaTHBHBIX 3200JIEBAHUSIX CBUACTEIHCTBYET O HU3KOH Be-
positHOCTH BoBiieueHus rs17185536-T B nmarorenes BeIOpaH-
HBIX HamH 3a0osieBanuii. B rpynne OepeMeHHBIX JKEHIINH
nokaszaHa accouuanus ayens rs17185536-T ¢ oxupenuem,
MMOMOH MaTKu U pa3sBUTHUEM NPEIKIAMIICHUH.

BwmecTe ¢ TeM MBI NOATBEPAUIN HATUUUE B POCCUHCKOM
MOMYJSIUU CONOCTaBUMON PacIpoCTPaHEHHOCTH IeHa Ha-
CIEeICTBEHHO NpepacnoIokKeHHOCTU K UMIoTeHuu. 1H-
(hopMaIuIo 0 HOCUTEILCTBE MONUMOphHU3Ma PUCKa paHHEH
SPEKTHIBHON AUCOHYHKIMH BaXKHO YUYUTHIBATH B IHArHOC-
THUKE CEKCyalbHBIX PACCTPOICTB, TaKXkKe MPU HA3HAYCHUU
JIEKapCTBEHHBIX ITPENapaToB ¢ BEICOKMM PHUCKOM IT0O0YHOTO
BIIMSIHUS Ha JJaHHYI0 QyHKUMIO. JlapHelee uccieaoBaHus
¢ynkunu rena SIM1 G6ynet criocoOCTBOBaTH pa3padoTke
MepCOHN(HUINPOBAHHBIX MPENApPaToOB I MPOPHIAKTUKH
U JICYEHHS] UMIIOTEHLIUH.

B pesynerare Hactosieit paboThI pa3paboTan Habop peareH-
TOB JUIS1 oTpesiesieHust moaumMopgusma rs17185536 rena SIM1
¢ npumeHeHueM metoza II[P-PB u onpenenena pacnpoctpaHeHs-
HOCTB JIaHHOTO ToimMopdu3ma y sxuteneid . KpacHosipcka. Beuto
YCTaHOBJIEHO, YTO B IIEJIOM 110 BCEM IpyIIiaM o0cIIe10BaHHbIX
MALUEHTOB paclpeeIeH!e YacTOT BCTPEYaEMOCTH aJlIeNbHbBIX
BapHuaHTOB nonuMopduma 1517185536 He ommmyaercs ot pac-
MIPOCTPAHEHHOCTH, OIIPEIEIEHHON B MEXKTYHAPOIHBIX UCCIIE0-
BaHMAX. BriepBble nokaszana accouuanus rs17185536-T ¢ nanu-
yrieM MUOMBI Matky, oxupenueM [I-1I1 crenenu u pa3sutuem
TIpesKIIaMIICHu y OepeMeHHbIX. [TomydeHHbIe faHHbIe TPeOyIoT
JIOTIOJTHUTEIIHHOTO TTOATBEPKACHUS Ha OoJiee 0OIMPHOI BHIOOPKE.

Hcrounuk dpunancuposanus: OO0 «Dopmyia reHa» (www.
Jformulagena.ru). B pabote ObLIO HCTIONIB30BaHO 000PY/I0BaHHE:
®UIL] KHC CO PAH Cubupckoro ¢enepabHOrO yHHBEPCUTETA.

ABTOpBI TIONTBEPKAAIOT, YTO CTAThsI WIIN €€ YacTH paHee
He OBUTN OIyOJINKOBAHBI.
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