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CuHgpoM  runepaHgporeHum npegctaesnseTr  cobon  CUMMNTOMOKOMMSEKC
HapyweHun B cdepe MeTabonuyeckmx 9EEKTOB, BO3HUKAKOLWUX B XKEHCKOM
opraHname u OOYyCMOBIEHHbIX MAaTONOMMYEeCKUM COCTOsSiHMEM OuMocuHTEe3a, TpaHC-
nopta un metabonuama aHgporeHoB [18]. AkTyanbHOCTb U3y4yeHusi nNpobremsbl
AOOMVHMPOBaHUS aHOPOreHOB B XXEHCKOM opraHuame obycnosneHa HeratvBHbIMU
NOCNeACTBUAMM BANAHUA NOCMAEOHUX Ha PenpoayKTUBHYIO (PYHKUMIO — OT Hapy-
LUEHWA MEHCTpyarnbHOro LMKna OO MepBUYHOro unm BTOpuyHoro 6ecnnogwus, npwm-
BbIYHOMO HEBblHALLMBaHMS 6epeMeHHOCTM W nepuHaTtanbHbiX notepb [5,7,18].
TunnyHeiM n Hambonee 4vacTbiM rUNEPAHOPOrEHHbIM COCTOSIHUEM Y JKEHLUMH
asnsietca CIKA.

CuHOpOM NONMKNCTO3HbIX sndHuKoB (CIKA) - nonumopdgHoe 3abonesaHune, ¢
yactoton B nonynsaumm ot 5 oo 20% un 4pesBbliHaiHO BapuabenbHOM KITMHUYECKOM
kaptnHon [17]. OtcytctBue reHHoro nacnopta CIKA go HacTosiwero MoMeHTa
3aTpygHseT OMarHOCTUKY 3Toro 3aborneBaHuda, a Takke BbIOOp fie4eOHON TaKTUKMW.
Bonblwas ponb B natoreHe3e 3aboneBaHUA OTBOAUTCH MHCYNIMHOPE3UCTEHTHOCTM
(UP) [5,7].

CornacHo gaHHbiM MexayHapogHoro cumnosnyma obbeamMHeHHon paboyen
rpynnsl ESHRE/ASRM (2007) (EBponenckoro obuwectBa penpogykuun un ambpu-
ororun 4yernoseka U AMepuKaHCKOro obLiectBa penpoaykTMBHON MeAuLMHbI) Obinu
BblaeneHbl ocHoBHble deHoTunbl CIA: A - knaccundeckmn (FA + Y3-nonukuctos +
AH), B - osynatopHbin (FA + ¥Y3-nonuknctos), C - aHosynsatopHbeii (FTA + AH), D -
HeaHgporeHHbIn (AH + Y3-nonuknctoa) [5]. MNpun aTom He paspaboTaHbl KNMHUYECKne
pekoMmeHgaumn ana naumeHtok ¢ CIKA, B Tom uncne, ¢ y4eToM OCOBEHHOCTEMN
EeHOTUNOB B pasfiMyHble NEPUObl XU3HWU KEHLLMHbI. YUYUTbIBas BbICOKAN PUCK
MeTabonnyecknx HapyLLEeHUN Y XEHLUUH yXXe B penpoayKTUBHOM BO3pacTe, Yy Takux
BbonbHbIX Heobxoamma npodunakTMka CconyTCcTBYOWMX 3aboneBaHnn u npeay-
npexaeHue ocrnoxHenun CIMKA [17,18].

Ocoboro BHUMaHWsS 3acnyxumBaeT U3yveHne nonumopdumama reHa aHgpo-
reHoBoro peuentopa (AR) npu CIKA. [lNpu cnusHm Takoro peuentopa C
ANrMapOTECTOCTEPOHOM aKTUBMPYETCS LieNb BUOXMMUYECKUX peakumi, CBA3aHHbIX C
adhdpekTaMn TECTOCTEPOHA B aHAPOreH-3aBUCUMbIX TKaHsX [6,7]. TpaHCcKpununoHHas
aKTMBHOCTb reHa AR 3aBucuT oT gnuHbl TpexHykrneotuaHoro nostopa (CAG) n. Ot
9TOW aKTUBHOCTWU 3aBUCUT M BanaHc Mexay aHApOoreHamu u 3CTporeHamu, a Takke

TpaHCaKTMBaUUS TEHOB, PErynupylowmnx KrneTouHbld  uukn. [eH peuenTopa
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aHOpPOreHoB JloKkanu3oBaH B MNPUUEHTPOMEPHOM pavioHe ASIMHHOro nneda  X-
xpoMmocombl (Xg11-12) U COCTOMT M3 BOCbMW 3K3OHOB. OTU 3K30HbI KOAWUPYIOT
yeTblpe OenkoBblX [dOMEeHa: [OMEH, KOTOpbI aKTUBMPYET TPaHCKpUNUuio,
B3aMMOLENCTBYSA C ApyrMMu KopeuenTtopamu (3k3oH 1), AHK-cBA3biBatowmin JOMeH
(3K30HbI 2 K 3), NeTneBon OOMEH, COCTOALWMN U3 OBYX 3NIEMEHTOB «LMHKOBbIX
nansueB» (3K30H 4), 1 rOPMOH-CBA3bIBAKOWNA OOMeH (9k30HbI 5-8) [2,3]. B page
nccnefoBaHui ObiNO nokasaHo, 4YTo MeHbleMy umcny CAG-NoBTOPOB COOTBET-
CTBOBasfia MeHbluasi cTeneHb KOHOPMAaLUMOHHBIX W3MEHEHWU peuenTopa U, Kak
cnegcteue, 6onbluas cteneHb CBA3M B KOMMIIEKCE FOPMOH—peLenTop, NpMBoasLLEN
K aktmBauuu TpaHckpunummn [10,13], a ¢ yBenuyeHvem panuHbl CAG-noBTOpPOB
TPaHCKPUNUMOHHAsA akTMBHOCTbL reHa AR nagaet [14]. HekoTopble aBTOpbl OTMETUSN,
410 KOopoTkne CAG-noBTOpbl reHa AR accoumMmpoBaHbl C CUHAPOMOM MOSIMKNCTO3HbIX
ANYHMKOB [12], B TO e Bpemsa aAnuHHble CAG-NOBTOpbI accoummpoBaHbl CO
CpeaHeTsHKenon MackynmHmsaumeun, pakom MosiodHoW xenesol [12].

Taknm obpasom, yunTbiBasi BapnaberibHOCTb KMMHUKK pPasfinyHbIX (PeHOTUMNoB
3aboneBaHusi, XxpoHumyeckoe TedeHne Cl1H, NOBbIWEHHbIAN PUCK Pa3BUTUS
MeTabonnyecknx HapyLleHnn, BO3HMKNA HEOBX0aUMOCTb pa3paboTkM KOMMMEKCHOro
MYNbTUONCUMNNMHAPHOIO noaxoda K BedeHuto naumeHTok ¢ CMA mn nporpamm
KOppeKLMn BCEX COCTaBNSAKOLLMX CUHOPOMA.

Llenb nccnepoBaHua - nsyyeHve npeacraBieHHOCTU HeCy4YyanHOW MHaKTU-
BauuM xpomocombl X 1 nonumopduama reHa aHgporeHHoro peuentopa no CAG-
NOBTOpPaM y MaUMEHTOK C pasnnyHbiMK PeHOTUNaMM CUHAPOMA MOSIMKUCTO3HbIX
anyHukoB (CIKA) n npmBbIYHMMK NnoTepsaMM BEpEMEHHOCTMW.

MaTepuan n metoabl uccnenoBaHuA. boinu nccnegoBaHbl 117 XXEHLWKH: OC-
HOBHylO rpynny coctasunu 53 naumeHTkm ¢ ClKA u  HeBbliHawWuBaHWeEM
B6epemeHHocTn (HB), rpynny KoHTponsa — 64 pepTunbHbIE XEHLWUHbBI C perynsapHbIiM
MEHCTpyasibHbIM UMKIIoM. CpegHun Bo3pacT no rpynnam: 27,315,74 n 25,6+4,28
roga, nHAekc maccol Tena: 24,2+547 n 22,4+0,11 kr/m? cootBetctBeHHO. Cl1KA
AuarHocTupoBanu B cCOOTBeTCTBUM ¢ PoTTepaamckumm kputepmnamm [5]. HapylueHus
MEHCTpYyasibHOro LMKna no Tuny oniMromeHopen BbisiBneHsbl y 45 (84,9%) naumneHTok,
no Tuny BTOpu4HOM  ameHopen — y 3 (5,7%). XKanobbl Ha nepBuyHoe HB
npeabasnsann 13 (24,5%) >xeHwwuH, BTOpMyHOe Oecnnogue nocne 3amepLuen

OepemMeHHOCTM, HacTynusBwen B uuknax KO, oTmeyeHo y 34 naumeHToK. [eHe-
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TUYECKMA N TOPMOHAsbHbLIN CKPUHWHI NPOBEAEH He paHee 6-TM MecsueB nocne
nocrnegHero rectaluMoHHOro ann3oaa.

B npoTtokon muccnenoBaHust BXOAWNO onpeaerieHne ropMoHorpamMmmel Ha 5-im
AEHb MEHCTpyanbHOro uukna: nwTenHusmpyowero ropmoHa (1IN, donnukyno-
ctumynupytowero ropmoHa (PCIN), actpagmona (E2), TectoctepoHa obuyero (Tobwy),
TecTtocTepoHa cBobogHoro (Tce), aHapocTeHamoHa (AC), TecTocTepoH-3CTpaguon
ceasbiBawowero rnobynuHa (TACI), agurmgportectoctepoHa (OIT), aurmgpo-
annaHgpoctepoHa cynbdata (OM3AC), 17-okcunporectepoHa (17-Ol1) ¢ wmcno-
nb3oBaHnemM HabopoB «DPC» CLUA, «Immunotech» Yexua, «DBC» Kanaga, «DSL»
CWA Ha npubope Immulite (CLA). WHpekc cBobogHbix aHgporeHoB (MCA)
paccunTtbiBanu no ¢gopmyne Tobw, x 100%/T3CI. MNMpoBoaunock ynbTpasBykoBOE
nccnenoBaHMe OpraHoB Marnoro Tasa TpaHCBarvHasbHbIM JAaTYMKOM Ha annapaTte
dupmbl Aloka-Hitachi (AnoHus). ['unepuHcynuHemMnio 1M HapylleHus YyrneBOAHOro
obMeHa amarHocTupoBaniM Ha OCHOBE pesynbTaToB MNepopasnibHOro 2-4acoBOro
[FIIOKO30TOSIEPAHTHOrO Tecta C 75 I [MOKO3HOW Harpyskn. YpPOBHU [JIHOKO3bl U
UMMYyHOpeakTuBHOro uHcynuHa (UPW) onpegendnu Hatowak, a TakkKe Kaxable
30 MuH. B TeyeHue nocrnegywwmx 2 4vacoB uccrnegosaHuda. Onpepenenne UPU
nposoaunu npu nomowwn Habopa MBOX (Benapyck). HapyweHns TonepaHTHOCTU K
rNIOKO3e [OuMarHoCcTMpoBanu, cornacHo pekomeHgauuam MexagyHapoaHon [nabe-
Tnyeckon depepaumm (2005 r.). O HaNMYUU MHCYNMHOPE3UCTEHTHOCTU CyAWUNKU MO
nHpekcam HOMA wu Caro.

[eHeTnyeckne wnccrnegoBaHnsa BbINOMHEHbI B VIHCTUTYTE  MONeKkynsipHOM
6uonorun n reHetnkn HAH YkpauvHbl, KneB. BoisiBneHne HecnyyYamHoW MHaKTMBauun
X-XpOMOCOMbI OCYLLECTBANM C NOMOLLBI METOAOB, OCHOBAHHbLIX Ha ornpeaeneHuu
AndpepeHumanbHOro METUNMPOBAHUS aKTUBHOM N HEAKTUBHOM X-XpOMOCOMbI. [pu
3TOM MapKepamun MHaKTUBaLUUKN CRYXUN NOSIMMOPdN3MbI X-CLiENNEHHbIX reHoB. [ns
onpefeneHnsa HecCny4YyamHoM WHaKTUBauum X-XPOMOCOMblI MNPUMEHSNU  MeTos,
aHanmsa nonumopdunama CAG-noBTopa B nNepBoM 3k3oHe reHa AR ¢ wucnonb-
30BaHMEM METUSTYYBCTBUTESBHOW MONMMEpPas3HOM LENHON peakumu.

KputepremMm NOMOXUTESNTIbHON OLIEHKM HeCcny4YamHOW WHaKTuBaumm X-XpoMo-
COMbI CAYXXWUIIO OTHOLLEHME BbICOTblI BOMbLUEr0 MMKa K CyMMe BbICOT 06OMX MUKOB
Npy aHanuse npoaykToB pectpukumm Hpall, 4To nosbIWwano TOYHOCTb MOPOroBOro
ypoBHS G6onee 4yem Ha 30% OT aHanOrMyHOro OTHOLUEHMS MPU aHanmM3e HaTUBHOW
OHK.
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Onpepenenne nonuvopduama reHa AR ¢ nogcyetom konudectBa CAG-
NOBTOPOB B 1 3K30HE OCYLLECTBNANN C MOMOLLBIO (PparMeHTHOro aHanusa nNpoayKToB
nonvmepasHon uenHom peakuuun. Boligenenne OHK n3 obpasuyoB nepudepmnyeckon
KpoBM naumeHToK nposoamnu ¢ nomowbio Habopa DNAprep100 («Dnalab», Poccus)
Ha reHeTudeckoM aHanusatope ABI 3130 Genetic Analyzer («Applied Biosystemsy,
CWA). Ona onpegeneHna pasMepoB amMninduumMpoBaHHbIX oparMeHTOB WUCMOfb-
30BanM BHYTPEHHWA CTaHOapT MornekynapHbix BecoB GeneScan 500 LIZ Size
Standard («Applied Biosystems», CLUA). AHanu3dy noanexanu TOSbKO reTepo-
3UroTHble BapuaHTbl reHa. [lomMumMo onpeadeneHnss 4acTtoTbl PacnpPOCTPaHEHMS
annenen reHa AR, Obina uccnegoBaHa 4vactota SBM, nokasatena cpegHero
BuannenbHoro 3HayeHus (simple biallelic mean) — cpegHee apudgmeTnyeckoe 4Yncro
CAG-nosTopoB oboux annenen; yactota XWBM (X weighted biallelic mean) —
nokasaTtens cpefHen ANuHbl annenen Bcex naumMeHTok B rpynnax AA 1 KOHTPONbHOM
C y4eTOM NpenmMyLLeCTBEHHON NHAKTUBaUuK annenen (oba annens «B3BeLeHbI»).

Ctatuctnyeckass obpaboTka MoOnyyYeHHbIX AdaHHbIX 6blla npoBedeHa C
ncnonb3oBaHnemM naketa npuknagHblx nporpamm STATISTICA (StatSoft Inc. CLUA,
Bepcusa 6.0). [Ins aHanusa Buaa pacnpegeneHnn npumeHsnucs kputepum LWannpo-
Yunka u Jlunnuedopca, gucnepcun pacnpegeneHnin npusHakoB OLEHUBanucb C
nomoLbo F-kputepus B npouenype ancnepcuoHHoro aHanmsa ANOVA. CpaBHeHne
He3aBMCUMbIX FPynMn MO KOSIMYECTBEHHbIM MNpPU3Hakam OCYLLEeCTBASANOCL Henapa-
METPUYECKMM METOAOM C ucnosb3oBaHnem U-kputepus MaHHa-YutHu. CpaBHeHue
3aBUCMMbIX TPYMM MO KOMMYECTBEHHLIM MPU3HAKaM OCYLLECTBIIANIOCL C WUCMOfb-
30BaHMEM Kputepust BunkokcoHa, MO KayecTBEHHbIM MpU3HaKaM — C MWCMOfb-
30BaHMEM kpuTepus Duwepa ANA HeCBA3aHHbIX rpynn. AHanu3 CBA3W OBYX
KONMMUYECTBEHHbBIX MPU3HAKOB  OCYLLIECTBIANCA HenapamMeTpuyeckum MeToLoM
paHroBou koppensaumm no Cnmpmeny.

Pe3synbTaTbl uccnegoBaHus U UX obcyxaeHue. VdyyeHne ropMoHansHOro
npochmna BbISIBUAO pasnuMunsa Mexagy rpynnamuM MO OCHOBHbIM MOKa3aTensim.
CpenHee 3HayeHue ypoBHs JIIT y nauneHTok ¢ knaccudeckum deHotmnom CIKA m
NepBUYHbIM UM3MeYeHHbIM Oecnnogvem 6biINO B 3 pasa Bbille aHanormyHoro
nokasaTtens B KOHTPOSIbHOW rpynne, CyLeCTBEHHO pasnnyanncb ypoBHM TobLy n ero
meTtabonutoB. B cbiBopoTke KpoBuM 6GonbHbix CIKA oTmevyanocb CHuxeHue
koHueHTpauun TAOCI Ha 80%, 4To oTpa3unock Ha nokasatene VCA, koTopbi Obin B

9 pas Bbllle Mo cpaBHEHUIO C TaKOBbIM Y 300POBbIX )XEHLLUUH.
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[eHeTuyeckoe wuccnegoBaHne ©ObiNo BbiNoniHeHO B 53 ob6pasuax [OHK
naumeHtok ¢ CIKA, wuHdopmaTtmeHocTb [HK-mapkepa (gona reteposurot B
nccnenyemon Bolbopke) coctaBuna 94,3%. AnmHa CAG-noBTOpa BapbmpoBarnachb oT
7 po 30 CAG-tpuHykneoTtngoB. KoHTponbHasa rpynna 6bina npeacraesneHa 64
obpasuamu [OHK, wuHpopmaTuBHOCTb coctaBuna 87,5% (56/64). MuHumanbHas
anvnHa CAG-noeTopa paBHa 15, makcumanbHaa — 34. B rpynne CIKA Hanbonee
pacnpoctpaHeHHbIM sBnanca annernb 23 (CAG) — 13% (14/106), B rpynne KOHTpOns
— 19 (CAG) — 18,8% (24/128). na onpeaenenna snvsaHua anvHbl CAG-nosTopa Ha
puck passutnsa CINKA nposogunu cpaBHUTENbHbLIM aHanu3 AnvHbl annenen B obeunx
rpynnax, ucnonb3oBanu nokasatens SBM. YcrtaHosneHo, 4to B rpynne CIIKA
Hanbonee yacto BcTpevanucb 3HadeHus SBM, pasHble 23 (12,9%), 20 n 21 (CAG)
(no 12%), B rpynne koHTponsa — 19 (CAG) — 18,9%. CpeagHue 3HadeHus SBM B
OCHOBHOW W KOHTPOJSIbHOM rpynnax He pasnuyanuch: 22,02+2,77 wn 21,42+2,26
COOTBETCTBEHHO.

B Hawem nccnenoBaHUM Mbl HE BbISIBUNM CTATUCTUYECKU 3HAYMMOW pasHULbI
AnnH CAG-nosTopoB y nauneHTok ¢ CIMKA 1 KOHTPONbHOM rpynnon, XOTs UMeTCs
Hay4Hble NyGnuMkaumm ¢ NPOTUBOMOSMIOXKHBIMU AAHHBIMKW, YKa3sbliBalOWMMKU Ha GOMb-
Wyt npeacraBnieHHOCTb kopoTkmx annenen CAG-nostopoB npu CIIKA [12].
MpeononoXxmtenbHO Takad pasHuua B pesynbTaTax CBA3aHa C UCMNONb30BaHUEM
pasHbix AuarHoctmyeckux kputepueB CIKA, a Takke C BKMAOYEHWEM B uUccre-
AOBaHNSA pPasnU4HbIX 3THUYECKUX IPynn HaceneHus ¢ pasHbiMn anuHamm CAG-
nosTopoBs reHa AR [3].

PesynbTaTbl reHeTU4ecKoro aHanmsa rnokasanu, YTO HecnyyYyarmHas WHaKTu-
Bauna X-XpOMOCOMbI MMeeTCH Yy kaxaon BTopon naumeHTkn ¢ CIMKA. 3T1o B 3,4 pasa
yaile, YeMm B rpynne 340poBbiX xeHwuH (p<0,0001, OLW=6,844, 95% OWN 2,817—
16,63). NpoBeaeHa oueHKa B3aMMOCBA3WN HECTy4YanHOW MHaKTUBaUmm X-XpoMOCOMBI
n anuH CAG-noBTopoB B reHe AR € xapakTepoM HapyLlleHU MEHCTPYanbHOro LMkna
N ropMoHanbHbIM POHOM GOSIbHBIX. YCTaHOBMEHbI pasnNuynsa B 4acToTe U TSHKECTH
OBYJIATOPHON AUCHYHKUMM B rpynnax C HannM4ynem n OTCYTCTBMEM Hecny4yamHoum
MHakTMBaumm X-xpomocombl. Ob6beanHeHne 0bonee TSXKENbIX HapyLEeHUW MEHCT-
pyanbHOro uukna (onMroMeHopen ¢ MOMEHTa MeHapxe, aMeHOopen) nokasasno, 4To
3TNU COCTOSIHMA [OCTOBEPHO Yalle BCTpevalTCcss B rpynne C HecnyyYyanHon
NHaKTMBaumen X-xpomocombl (p=0,0285). B aTtom e rpynne Obina BbiSBAEHA

3aBMCUMOCTb MeXay OnMuHHbIM annenem AR n ameHopeen (p=0,042). KnnHuyeckme
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NposiBNEeHnsa runepaHaporeHnn (gepmartonatus M rMPCYyTU3M) OT reHoTuna He
3aBucenu.
YacTtoTta Hecny4yanHon uHakTuBauum xpomocombl X rnpu eHotnnax A n B B

nccnegosaHum coctasuna 61% (16/25) n 47% (8/16) cooTBETCTBEHHO, YTO OOCTO-
BEPHO MpeBbIlWano KOHTPOSbHble 3HadeHus — 16,1% (9/56) (p<0,05). Takown
nonuMopcunam 4aile OoTMedvancsl y XeHLWWH C HeBblHalIMBaHMEM OGepeMeHHOCTH,
HacTynuBwen B pesynbtate IKO u npeaobaBnsaBLIMX XKanobbl Ha BTOPUYHYHO
ameHoper. Hanunume HecnyyamHOW WHaKTMBaAUUW X-XPOMOCOMbI Y 3TUX OONbHbIX
accouummpoBanocb ¢ 6onee paHHMMU HapyLEHUAMU MEHCTpyanbHOW OYHKLMK B
BMOE aMEeHOpen N OfMroMeHopen ¢ MoMeHTa MeHapxe. [ony4yeHHble faHHble KOC-
BEHHO MNOATBEPXOAlT MHEeHMe, YTO MpouecC HecrydanHOW WHaKTuBaumm X-xpo-
MOCOMbI ABMSIETCA paHHUM COObITUEM OHTOreHe3a, a He BO3PaCTHbIM HapyLUEHMEM,
Kak cuyuTalT HekoTopble aBTopbl [16]. lNonyyeHHble gaHHble NO3BOSMAKT AymMaTb O
poSiM Hecny4yanHon nHakTusauumn X-xpomocomol B gpopmmposaHum CIKA.

YcTtaHoBneHa npsimas koppenauns ypoBHHA TcB y naumeHtok ¢ CIKA c
Hecrny4YamHon MHakTuBauuen X-xpoMoCOMbI: npocnexeHa B3ammocsasb AnvH CAG-
nosTopoB B reHe AR ¢ ypoBHem Tca. lNpun gnvHHbix annenax AR (CAG-noBTopsbl
=222) N HU3KOW ero akTMBHOCTWN CpefHUN YPOBEHb TCB NpMMepHO B 3 pasa npesbilarn
TakoBOM B rpynne nauyueHTOK C KopoTkumn annenamu (7,49+5,79 npotms 2,27+
1,81 nr/mn; p=0,0017). KoppensaunoHHOM 3aBUCUMOCTU YPOBHEN APYrMX rOPMOHOB C
reHOTUNOM BOMbHbLIX HE BbIABMEHO.

CpaBHUTENbHbBIA aHanM3 COCTOSHUA YyrneBogHoro obmeHa B rpynnax c
XWBM=22 n XWBM<22 He nokasan JOCTOBEPHbIX pasfinymim rno ypoOBHSAM [TIHOKO3bl,
nHcynuHa, wuHgekca HOMA (5,13+0,3 un 5,22+1,46 wmmonb/mn, 9,41+3,45 n
10,87+4,67 mkEQ/Mn, 2,12+0,7 n 2,45t1,1 COOTBETCTBEHHO), XOTS OTMe4vanacb
TEHAEHUMNSA K MOBbLIWEHMIO 3HAYEeHUN 3TUX MoKasaTenen y nauueHToK C KOPOTKUMMU
annensmu AR.

Pasznnuun mexagy deHotmnom D — 30% (3/9) m rpynnon KOHTpons He
BbisiBrieHo (p=0,3490). Yactota pacnpocTpaHeHus reHOTUNoB C 0B60MMMN KOPOTKUMM
annenamu reHa AR (VNTR(CAG) n<22/<22) cpegn nauueHTok c ¢eHoturnom D
(HeaHgporeHHbIM) cocTtaBuna 60% (6/10), ato B 5-6 pas Bbilwe, YeM npu peHoTunax
A, B 1 cpegun 300poBbix XeHWwmH (p<0,05). YMecTHO OTMeTUTb, YTO Hecry4anHas
NMHaKTMBaumsa X-XpOMOCOMbl HEPEOKO BbIABMASETCA NpU psae ApYrMX HapyLlueHun

PenpoayKTUBHOM (OYHKUMM, K KOTOPbIM OTHOCST MpPEXOEBPEMEHHYIO HeadocTa-
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TOYHOCTb ANYHMKOB M BeaHbIA OTBET Ha CTUMYNSUMIO OBYnALmMK [5,7]. B cBA3n ¢ aTum
MOXHO nofilaratb, 4YTO HecnyyanMHas MWHakTuBauuss X-XpOMOCOMbl SIBRSIETCSA
MapkepoM 3aboneBaHu penpoayKTUBHON CUCTEMbI, OBYCNOBIIEHHbLIX HApyLLEHUAMU
donnukynoreHesa. [lpegnonoXuTensHO 3TO CBA3AaHO C TeM, 4YTO HecryYanHas
WHaKTMBaUMA XPOMOCOMbI X MpMBOAUT K HEeOOCTaTOYHOMY (OYHKLUMOHMPOBAHWUIO
reHoB, 3a4eNCTBOBaHHbIX B (DOPMUPOBAHUN WU Pa3BUTUM (POSIMNKYNSPHOro nyna
ANYHMKOB. [1OSTOMY >XEHWMHbl C HecrydamHOW WHakTMBauuen X-XpOMOCOMbI,
BEPOSATHO, [OOSMKHbI BXOAUTb B TPynny pucka Mo OBYNATOPHOM OUCHYHKLMK,

HapyLUeHUIo pUTMa MeHCTpyauun n becnnoguio, a Takke Heyaad B unknax IKO.
B ogHon n3 nybnvkaumin, nocssleHHoW nonumopdusmy reHa AR n aHoBy-

naropHomy Becnnoguto y naumeHtok ¢ CIrKA [4], 6binn npeacraBneHbl AaHHbIE O
B3aMMOCBSA3M KOPOTKMX annenenm reHa AR, cCOMpsXeHHbIX C €ero BbICOKOW
aKTUBHOCTbIO, C HOpMarbHbIMW YPOBHSMU TecTocTepoHa. [logobHasa 3akoHO-
MEPHOCTb MpocnexuBanacb M B Hawem WuccregoBaHMM B rpynne nauuMeHTOK C
HecnyyamHon uHakTnBaumen X-xpomocombl. [pu kopoTkux annensx AR (CAG-
NOBTOPbI<22) 1 NPeAnofIoXKNUTENBHO BbICOKOM €ro akTUBHOCTU B rpynne naunueHTokK C
deHoTnnom D cpeaHuin ypoBeHb OBLLIErO TECTOCTEPOHA NPUMEPHO B 2 pasa Huxe,
4YyeM B rpynne naumeHToK ¢ ANUHHbIMKU annenamu — peHotun A u B (1,9940,16 nr/mn
npotune 3,5+£0,37 n 3,32+0,19 nr/mn, cooTBeTCTBEHHO; P<0,05). 3TO AA@eT ocHoBaHWe
npeanosioXnTb, YTO U3ObITOYHOE BnusHWe aHaporeHoB npu CIKA moxeT ObiTb
CBSI3aHO HEe TOJIbKO C UX MOBbILIEHHOW NpoAyKUMEN U rmnepaHgporeHeMmMen, HO U C
aktmBaumen AP npu HopMarsribHbIX YPOBHAX TECTOCTEpPOHa B CbIBOPOTKE KPOBMW.
[MoaobHbLIN MexaHn3M MOXeT fexaTb B OCHOBE (DOPMMPOBAHUA Tak Ha3biBAEMOro
HeaHgporeHHoro deHoTuna CIKA, koTopbii sIBNSETCS OAHOW U3 YeTbipex ¢opMm
cuHgpoma [3,5].

BbiBOAbI

1. Y kaxgon BTOpou naumeHTkn ¢ CIKA BbisiBneHa HecnyyYyanHasi WHak-
TMBaUunsa X-XPOMOCOMbI, YCTAHOBSIEHA B3aMMOCBSA3b C BbIPa@XXE€HHOCTbIO HapyLleHum
MEHCTPYasibHOro LuKna.

2. Hecny4yanHas wuHakTMBaumsa X-XpOMOCOMbI accouuupyeTtcs C 6onee
BbICOKOM 4acTOTOM KOPOTKMX annenen reHa AR u ero TpaHcakTMBaLMOHHOM

adKTUBHOCTbIO.
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3. HecnyyanHasa nHakTuBaumsi X-XpOMOCOMbI SABNSieTCA Mapkepom 3abone-
BaHWA  PEenpoayKTUBHOM CUCTEMbI, OOYCMOBMEHHbLIX HapyleHuamu  donnu-
KyrnoreHesa.

4. YcTtaHoBneHa npsamas koppenauus ypoBHs Tce y naumeHtok ¢ CIKA c
Hecny4yamHoOn MHaKTMBaUMENn X-XPOMOCOMbI: NpocriexeHa B3anmocBsadb AnvMH CAG-
nosTopos B reHe AR ¢ ypoBHeM TcB.

[MonyyeHHble pe3ynbTaTbl yKa3blBalOT Ha reHeTUYecKue pasnuuansa Mexay
deHotnnammn CIKA no 4actote npeacTaBrieHHOCTU HecnyyYyarHOW MWHaKTUBaLuu
XpOMOCOMbI X M nonvmopcunaMy reHa aHaporeHHoro peuentopa. Ona pelweHua
Bonpoca o ponu nonumopdusama reHa AR B reHese CIKA wn panbHenwero
NOHMMAHUS KIMHUKO-NPOrHOCTUYECKOrO 3HAYEeHUs HecryyYanHoOW WHaKTMBauum X-
XPOMOCOMbI HeobxoauMbl fanbHenwune wuccnegoBaHus Ha Bblbopkax 6d6nbLuero

obbema.
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Abstract: This article is devoted to the growing prevalence of gastro-
esophageal reflux disease (GERD) with concomitant obesity, which complicates
treatment and increases the probability of further complications. The publication
focuses on role of the ultrasound methods in diagnostic of GERD, on the clinical
features, motor and evacuatory disorders in gastroesophageal reflux disease and
concomitant obesity.
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Introduction. Recently, we can see a significant prevalence of gastro-
esophageal reflux disease (GERD) morbidity [1]. It has great social significance
because of dangerous complications such as oesophageal metaplasia and
oesophageal adenocarcinoma. Simultaneously, there is the growing prevalence of
gastroesophageal reflux disease with concomitant obesity, which complicates and
increases the probability of further complications [2].

GERD is also an economic problem because it needs an elongated and high-
priced treatment [1].

Overweight and obesity activate the progress of unfavourable effects on the
physical and psychosocial health; make stronger disorders of emotional state, which

take place in gastroesophageal reflux disease [3, 4, 5].



