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B epynne nayuenmos c ducgynkuyueii suuHukos uacmoma
2emepo3UcOMHbIX Hocumeneil anneneli «30Hbl PUCKA» 2eHa
FMR1 (40—47 CGG-noemopos) cmamucmuuecku docmogep-
HO Npesululana ux 4acmomy 6 KoHmpoavhoil epynne 1. B
epynne NAUUEeHmMo8 co «CAabbiM 0meemom» Ha UHOYKUUIO
08YNAUUU 8 YUKAAX IKCMPAKOPNOPAAbHO20 ONA000MEOPEHUs]
(DKO) makce Habawodaracy meHoeHyus K 603pACMAHUIO
yacmomsl ynomsHymoix asneneii. Cpednee 3HaueHue uucaa
@h0AAUKYN06 U 00UUMO8, NOAYHEHHBIX NOCAE CIUMYAAUUL CY-
neposyaAuuY y eemepo3ucomuslx Hocumenei anieneil 40—
47 CGG-noemopos, 6via0 cmamucmuuecku 00CHMOGEPHO
MeHbule, YeM Y NAYUeHMO8 ¢ HOPMAAbHLIMU AANeASIMU 2eHa
FMRI. Obwas cpednss 003a 3K302eHH020 20HAOOMPONUHA,
HeobXxo0umas 0as CMUMYASUUU CYReposyAsUUL Y cemepo3u-
20MHbBIX HOCUMenell makux arneneii, cmamucmuyecku 00cmo-
8epHO Npesvliana 003y, He00OX00UMYH 045 CIUMYAAYUY Na-
Yuenmos ¢ HopmanvHvimu eenomunamu. Credogamenvo, an-
nenu «30Hul pucka» eena FMRI moeym seaimvcs 00HUM
u3 pakmopoe HacaeocmeeHHoll npedpacnonoNcCeHHOCMU K
HapyuleHusM nPUPOOHOL U CIUMYAUPOBAHHOU 08YAAUUL.
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Beenenue. Yxxe ¢ 1991 1. pazBuTHe KIMHUYECKUX
npu3HakKoB cuHapoma MapTtuHa-benna Havyaau
CBs3bIBaTh C yBeamdeHneM Kojauuectsa CGG-mo-
BTOPOB B 5'-HeTpaHC/IMpyeMOil 00JlacTh TeHa
FMRI [1-4]. CungpoMm J1OMKOI X-XpOMOCOMBI
(Maptuna-beinna) sBisgercss HauboJjiee pacipoc-
TpaHEeHHOI (POPMOI1 YMCTBEHHO OTCTAIOCTH Ye-
JIOBEKa ¥ 3aHMMAaeT BTOPOE MECTO TI0CTIe CHHIPOMa
JlayHa cpeny 3a001eBaHMiA, CBSI3aHHBIX C YMCTBEH-
HoI1 oTcTanocThio [S]. YacToTa aToro 3abosaeBaHusI
cocTaBisieT puoam3nTeabHo 1 Ha 1500 MaTbuKoB
n 1 na 2500 geBouex [6].

B uccnenoBanusix Fu et al. [7] ObL10 mOKa3aHo,
YTO KOJIM4eCTBO TpUHYKIeOTUAHbIX CGG-1noBTO-
poB B 5'-HeTpaHcIMpyeMoil obnactu reHa FMRI
SIBJISIETCS TIOJTUMOPGHBIM B HOPMAaJILHOM TTOTTYJIST-
LIMY YeJIOBEKA U BapbUPYET OT 6 10 52 MOBTOPOB.
Ho rnaBHOe, BEISICHWIIOCH, YTO €CJTU aJlIe/Ib UMEET
Oosbire 50 MOBTOPOB, B MOCIEAYIOIIMX ITOKOJIE-
HSIX HAOJIIO1AJIM HECTaOUJIbHOCTD TAKOTO aJlJIeNb-
HOro BapuaHrta [7].

OCHOBHBIC KaTEeTOPUU MYTAIIUi OTIpeaesIsuIn
ucxonsa u3 KomuyectBa CGG-noBropoB: 1) mpu
noyiHoi MyTauuu (6onee yem 200 Komuii) y 00Jib-
HBIX C CHHIPOMOM JIOMKOI X-XpoMocoMbl (Map-
TUHA-be1a) BeISBIISIN MHOXECTBEHHYIO aMILIM-
¢ukannio CGG-noBTopoB (6onee yem 200 Ko-
nuil); 2) mpu OpeMyTalluM yKa3aHHas 00J1acTh
BapbupyeT oT 50 10 199 CGG-enunu [8].

«[IpOoMeXKyTOUYHBIMM», WJIU aJUICTSIMHU «30HBI
pHCKa», HAa3BIBAIOT AJIJICIM, KOTOPBIE TIPOSIBIISIOT
HeCTaOMIBLHOCTD TTPU HACJIEAOBAHUH 1 32 TPH TIO-
KOJIEHUST MOTYT 00pa30BbIBATh MyTAIITMOHHBII aJl-
nienb. [1o maHHBIM HEKOTOPBIX aBTOPOB, UX pa3Mep
BapbupyeT ot 41 1o 60 CGG-nosTopos [8]. Apy-
THe NCCIea0BaTeId CYNTAIOT, YTO HECTAOVIIBHBIM
SIBJISIETCS YK€ aJleib, KOTOPHIi comepkuT 40 mau
naxe 39 CGG-nostopos [9—11].

B HacTtosIiee BpemMs M3BeCTHO, YTO TIPUOIIH-
3UTeabHO y 20 % KEeHIUMH — HOCUTEJIEH «IIpeMy-
TalMu» TIPOUCXOIUT TTIPEKIeBPEMEHHOE UCTOIIIe-
nue smaynukoB (IT1), koTopoe xapakrepusyercs
3aBepIIeHNEeM MEHCTPYATBHOTO TIepHro/Ia B BO3pac-
te no 40 et [10]. MHTEpecCHO OTMETUTD, UTO IO
pe3yJbTaTaM MpOBEACHHBIX MCCIeTOBAHNIT HOCH-
TEJIN <«ITOJIHOM» MYTaIllu MUMEIOT TaKO# XKe pUCK
pazsutus [TUS (1 %), Kak v KeHIIWHBI, KOTOPBIE
HE UMEIOT Taxke «IIpeMyTaliun» (T.€. aJljIe I HOp-
MaJTbHBIX pa3MepoB). Pe3ynbraTel ncciieoBaHMiA,
MTPOBENEHHBIX 3a MOCeIHEe BPeMs, CBUICTEIbCT-
BYIOT O TOM, YTO Y HOCHUTEJEH <«IIpeMyTallum»
3abMKCUPOBaH IMMPOKUIA CTIEKTP TIPOSIBIICHMIA Ha-
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pylieHus (PYyHKIUU SUYHUKOB, CPeIr KOTOPBIX
TN aBnsgercs Hauboee TskeabiM [12, 13].

Kpome Toro, yctaHOBJIEHO, YTO JaXKe Te HOCUTE-
JIM «TIIpEeMyTallMi», Y KOTOPBIX LMK He MpeKpa-
mazcsi, umenu oosee Bbicokuii ypoBeHb PCI' o
CPaBHEHUIO C HOCUTEJISIMU «IIOJTHO» MYyTalluy WA
HOCUTEJISIMU «HOPMAJTbHBIX» aJljIefIeid, UyTo SIBJISET-
Csl UHAUKATOPOM CHWXKEHUS MMOoTeHLIMasa (PyHKIMN
SIMYHUKOB (pe3epBa siMYHUKOB) [14, 15]. B mmpo-
KOMacIlITaOHOM MCC/IeIOBAHUU ObLila TTOATBEPXK/IE-
Ha CTaTUCTUYECKU JOCTOBEPHAS acCOLMALIUS MEX-
ny yBenudeHueM konudecta Konuii CGG-1oBTo-
poB reHa FMRI v puckoM pa3BUTHSI HapyLIEHUIA
(byHKIIMM SIMYHMKOB, TOKA3aTeM KOTOPBIX BbIXO-
JAT Ha TUIATO U JaXe YMEHbIIAIOTCS B 00JaCTU
«rpeMmytauumn» (ripu 31oM pasmep CGG-amnens
cocrasisieT He MeHee 100 osTopos) [16].

B npoBeaeHHbBIX HAMU MUJIOTHBIX UCCIEI0Ba-
HUSX ObLIO MOKAa3aHO, YTO HE TOJIBKO aJUIeNIh C
«IIpeMyTalneii», HO U «IIPOMEXYTOUHBIC» aJlJIesu,
WJIM TaK Ha3blBa€Mbl€ aJIJIEJIU «30HBI PUCKa», CO-
nepxaiiue He MmeHee 40 CGG-110BTOPOB, MOIYT
OBITH (paKTOPOM HaCJEACTBEHHON MpeapacIioyio-
xkeHHoctu K [TUA u Mmapkepamu «I1J10X0ro OTBETa»
Ha CTUMYJISILIMIO CYTIEPOBYJISILIMM 9K30T€HHbBIM TO-
HaJIOTPONMHOM B LIMKJIaX €KCTPAKOPIOPaIbHOTO
orutogotBopeHus (DKO) [17]. B To ke Bpems ai-
JIETN ¢ «TIpeMyTallMeil» U ajuleid «30Hbl PHUCKa»
BCTPEYaloTCsl B MOMYJISILUU YKPaUHbI Y KEHIIUH
C HOPMAaJIbHBIM PE3ePBOM SIMYHUKOB [18].

Llenplo Halero McciaeaoBaHUs ObLUIO U3YyYe-
HHUE aJjIeJIbHOro mojauMopgusMa B ob0gacTu
CGG-noBropoB reHa FMRI y malldeHTOB C Ha-
PYLIEHUEM €CTECTBEHHOM M CTUMYJIMPOBAHHOM
oBysiluu — y xkeHiuH ¢ [T u tak Ha3biBae-
MBIX «IIJIOXMX OTBETUMKOB», a TAKXKE aHAJIU3 ac-
COIIMAIINY aJUleJieit «30HBI pUCKa» ¢ TToKa3aTes-
MU MHAYLUUPOBAHHON OBYJISLIAM.

Marepuanabsl 1 MeToAbl. MaTepuajioMm LIS uc-
cleqoBaHMsI ObUIM OOpa3lbl KPOBU KEHIIUH C
IUCHYHKIIMEN SSMYHUKOB, KEHIIIMH C TaK Ha3bl-
BaeMBIM <«IUIOXUM OTBETOM» M TaK Ha3bIBaEMbIM
«XOPOIIMM OTBETOM» Ha dK30T€HHYIO CTUMYJIS-
LIMIO CyIepoBy/Isauuu B ukiaax KO, keHuH —
JIOHOPOB SIMLIEKJIETOK (KOHTpobHAas rpymnmna I) u
JKEHIIWH, KOTOpble pOAWIM pebeHKa, 3a4aToro
MPUPOIHBIM criocoboMm (n = 63) mocie 35 ner
(koHTposbHas rpynmna II). O6pa3ubl KpoBU IJist
HcclieJoBaHU i ObLITU B3SThl ¢ UH(POPMUPOBAHHO-
ro corjiacusi MalueHTOB.
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B rpynmy keHIIMH — JTOHOPOB SIAIIEKIETOK
(koHTpoJIbHAS rpyrma I) Bxomwin ¢epTUIbHBbIE
JKEHIIMHBI YKpauHbl, KOTOPbIE POAMIN A0 35 jeT
pebeHKa, 3a4aToro MpUpOIHBIM CHOCOOOM (n =
130). Dra rpymma sBsgeTCs penpe3ecHTaTUBHON
JUTSL OLIEHKM MOMYJISIIMOHHOM 4aCTOThl MYTallUA
B ayTOCOMHBIX TeHaX. B rpymmy >keHIIWH ¢ auc-
¢ynkumeit suaHuKoB (1 = 102) BXoAWIN XEHII-
HbI PEeNpoOIyKTUBHOro Bo3pacTa a0 40 j1eT, y Ko-
TOPBIX HAOJIOJATN OCTAHOBKY MEHCTPYaJIbHOTO
LMKJIa 6ojice 6 Mec, a TaKXKe YBEJIMUEHHbIA YpO-
Benb @CI B ceiBopoTtke (6osee 9,6 en. axr./n).
Bce manmeHTKM yKa3aHHOM TPYIITBI MMEIN HOP-
MallbHBIN Kapuotunl — 46 XX. Ipymnmy «mioxux
OTBETYMKOB» (1 = 39) COCTaBJISLIU XEHILMHBI pe-
OPOAYKTUBHOTO Bo3pacTta a0 40 j1et, KOTOophie
MMeJIN Ca0bIid OTBeT (o 4 SIMIEKIETOK) Ha CTU-
MYJISIIIAIO CYTIEPOBYJISIIMNA 9K30T€HHBIM TOHAIO-
TponuHOM B HukJax DKO B OTBET Ha THEBHYIO
no3y 225—300 en. akT. B rpynmy He ObUIM BKIIIO-
YEHBI TTAIIMEHTHI, KOTOPBIM TTPOBOIMIOCH XUPYP-
TUYeCKOe BMEIIATEeIbCTBO TIPH JICYCHUU MAaTOd-
HBIX TpYyO, SMYHUKOB, MOPAKEHHBIX SHIOMETPH-
030M U KMCTaMH. B Tpyrmiry >KeHIIWH <«XOPOIIMX
OTBETUYMKOB» (1 = 40)) BXOAWUIN >KEHILINHBI PEIIPO-
JYKTUBHOTO Bo3pacta A0 40 yet, kotopble numenu 10
1 boJiee STMIIEKIeTOK TTOC/Ie CTUMYJISIIIUM 9K30TeH-
HBIM TOHAZOTPONMHOM B 1kiIax DKO mpu nHeB-
HOI J03e ToHagoTponuHa 125—250 en. akT.

Boinenenue u ounctky mnpemnaparoB JJHK u3
JICMKOLIMTOB ITepUdeprnIeCcKOi KpOBHU IIPOBOIMIN
¢ IMMOMOIIIbIO CTaHAapTHOTO MeToaa [19].

Hns npentudukauuu koaudectsa CGG-no-
BTOPOB B reHe FMR I ncrnonb30Bajaiu METOI ITOJIH -
MepasHoii nernHoi peakuuu (ITLP) ¢ Cy-5 meue-
HBIMU OJTUTOHYKJIEOTUIHBIMU TTpaiiMepaMHu ¢ IToc-
Jnenyioueit Busyanusauuein nponykros I1HP nHa
aBTOMAaTUYEeCKOM JiazepHoM (moopumerpe ALF-
express [17, 18].

71T OIEHKM COOTBETCTBUSI pacIipenesIeHUsI
TaHHBIX HYJIEBOI TUTIOTE3¢ MCITOIB30BAIN KPUTE-
puit ®uirepa (Fisher’s exact test), KOTOpPbIit pac-
CUMTBIBAIA C TIOMOIIIBIO TTPOTPAMMHOTO TIaKeTa
«GENEPOP» [20], u xputepuii CTbloaeHTa, KOTO-
PBIiT paCCUMTHIBAIM C UCTIOb30BaHMEM TIPOTpaM-
MHoro mmakera «SYSTAT» [21].

Pe3ynbsraTel ncciienoBanmii n ux oocyxiaenne. [1o
pe3yibraTaM MCCIeIOBaHWI, TPOBEICHHBIX BO
BCEX aHATM3UPYEMBIX TPYIITIaX, ObUTO YCTAHOBJICH-
HO, 4To pa3mepsl npoaykToB [T P obnactu CGG-
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noBTopoB reHa FMRI BapbupoBaiu ot 130 10
221 n.H., yto cootBercTBOBajo 17—47 CGG-Ko-
nugM. B rpyrine nauueHToB ¢ AucyHKINEH Tud-
HUKOB YacTOTa TeTePO3UTOTHBIX HOCUTENIEH ale-
Jieit «30HbI prucka» (40—47 CGG-1oBTOpPOB) coc-
taBuia 9,4 % W TpeBbIIIalia YaCcTOTY YITOMSTHYTHIX
ajuteneit B KOHTposbHBIX rpymmax I (3,1 %) n 11
(6,4 %) (pucyHOK). Pasnuumst mo aToMy mokasa-
TEJI0 MEXAy IPYMIoi MalueHTOB ¢ TMCHYHKIIU-
el SIMYHUKOB M KOHTPOJIbHOU rpynmoit I 6buin
cTaTucTU4ecKu noctoBepHbl (p < 0,05). Cneayer
OTMETUTD, YTO AJIJIEJIN «30HBI PUCKa» B ITOITYJISILINN
YKpauHbl BCTpeyaloTCsl ¢ 4acTOTOM, KOTOpasi He
npeBbimaeT 1,55 %. BaxHo Takke, 4TO alljIe)H,
pa3Mep KOTOPbIX OTCUUTHIBACTCS OT TaK Ha3bIBae-
MO «IIPOMEXYTOUHOI», WM «CEPOil» 30HbI, TAKXKE
SIBJISIIOTCSI PEAKUMU U B IPYTUX MOMYJISLIUASIX MU~
pa, TIe OHM BCTPEYAIOTCs ¢ 4acTOToi oT 5 10 9 %
[22—-26].

ITonyyeHHbIE B HAILIMX UCCJIEIOBAHUSIX PE3YIb-
TaThl MO pacIpeaesICHUIO ajllesieil «30HbI pUCKa»
B IpyIlNe NMalUeHTOB ¢ IUCHYHKIMEH SIMUHUKOB
COBIAAAIOT Kak ¢ naHHeIMU Bretherick et al. [26],
Tak 1 ¢ faHHbIMU Bodega et al. [27], mojydeHHBIMK
1151 Tpyrbl nanreHToB ¢ [T, Hanm uccnenona-
HUS TAKXKE COIIaCOBBIBAIOTCS ¢ JaHHBIMU Sullivan
et al. [9], KoTopble YCTAHOBWIM, YTO HOCUTEIU aJie-
JIeil, BXOASIIIMX B TaK Ha3bIBAEMYIO «CEPYIO» 30HY
WY «30HY PUCKa», UMEIOT YBEJIMUYESHHBIN PUCK pa3-
putus 1M, a pa3mep anneneit Koppeaupyer C
BO3pacToOM Hauajla MeHoray3sl [9].

Takum 006pa3oM, MOXHO cliejaTh BbIBOJ, YTO
reTepO3UTrOTHOE HOCUTENIBCTBO aJljiejieil «30HbI
pucka» reHa FMRI aBnsietcst ¢pakTOpOM pHCKa
pa3BUTUST AUCGHYHKLINU SUYHUKOB.

YCTaHOBIIEHO TakKXe, YTO B TpyMIle KEHIIWH
«IJIOXUX OTBETYMKOB» (PUCYHOK) HaOJoa1ach
TEHIEHIIMS K yBeIndeHu10 yacToThl (10,3 %) pac-
MPOCTpaHEeHUs ajulelieil «30HbI pucKa» reHa FMR ]
(40—47 CGG-1oBTOPOB) KakK MO CPaBHEHUIO C
IPYIIION «XOPOLINX OTBETYNKOB» (2,5 %), Tak U B
koHTpoJbHbIX rpynmax I (3,1 %) un Il (6,4 %)
(puCyHOK).

BaxxHO OTMETUTD, UTO CpeaHee 3HaUEHUE YUC-
J1a (DOJITMKYJIOB 1 OOLIMTOB, MOJYUYEHHbIX TOCTIE
CTUMYJISILIAM OBYJISILIUM Y T€TePO3UTOTHBIX HOCU -
TeJiel ajuiesieil «30HbI pucka» reHa FMRI (4,5 +
+ 1,11 2,9 £ 0,8 COOOTBETCTBEHHO), OBLIO CTa-
TUCTUYECKU JOCTOBEPHO MeHbllIe (ty = 2,015 u ty =
= 2,097, p < 0,05), yeM y malMeHTOB C HOPMaJlb-
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JuarpaMma pacripeieieH1 s 9acToT ajiiesieil (1o BepTuka-
) «30HBI pucka» (40—47 CGG-moBTOpoB) reHa FMRI1
cpenu UccieayeMbIX TPYIIT:  — TpyIIa XeHITUH «X0pOo-
IIUX OTBETYMKOB»; 2 — KOHTpOJIbHas rpymma [; 3 — KoHT-
ponbHas rpynma l1; 4 — rpymnma XeHImuH ¢ nuchyHKImei
SIMYHUKOB; 5 — TPYIINA XEeHIINH «IIOXUX OTBETYMKOB»

HBIMU ajutenissmMu reHa FMRI (13,8 £ 1,5u9,6 £
t 1,0 coorBeTcTBeHHO). Heobxonumo oTMeTUTh
TakK>Ke, YTo 0011asi CpeAHsIs 103a 9K30T€HHOTO ro-
HaJOTPOIIMHA, HEOOXOAMMAas ISl CTUMYJISILINU CY-
MEePOBYJISILIMU Y TETEPO3UTOTHBIX HOCUTEJIEH aj-
Jienei «30Hbl pucka» reHa FMRI (4387 = 222 en.
aKT.), OblJIa CTATUCTUYECKH IOCTOBEPHO BBIIIIE (ts =
= 7,063, p < 0,001), uem HeoOXoaUMAST IJIsSI CTU-
MYJISILIMM XKEHIIUH ¢ FTeHOTUIaMM, B COCTaB KO-
TOPBIX BXOJAST TOJbKO HOPMaJIbHbIE aJlJIejiu TeHa
FMRI (2269 = 97 en. aKkT.).

PaHee Hamu 3a(UKCHUPOBAHO CTATUCTUYECKU
JIOCTOBEPHOE YBEJIMUYEHHE YaCTOThl HOCUTE el all-
Jlefiel «30Hbl prucKa» reHa FMRI B Tpyrine XeH-
LIMH ¢ TUCHYHKIMEH SUIHUKOB MO CPABHEHMIO C
KOHTPOJILHOI rpyrmoii 1.

OCHOBBIBasSICh Ha MOJyYEHHbIX HAMU TaHHbBIX
W JAaHHBIX IPYTMX aBTOpoB [9, 26, 27|, MOXHO
cJienaTh BbIBOJ O TOM, UTO aJUleJibHbIE BAapUaHThI
reHa FMRI c ysennueHHbIM KosinuecTBoM CGG-
TOBTOPOB (AJIJIEJIV «30HbI PUCKA» U «TTPEMYTaLIUH»)
SIBJISIIOTCSI TEHETUYECKUMMU (haKTopaMM Mpeapac-
noJjioxkeHHocTH K [TU S v ogHo# U3 MpUYUH CHU-
JKeHUSI pe3epBa SIMYHUKOB.

YcranosneHno, uro m3oeitok MPHK ¢ yBenn-
yeHHbIM ypoBHeM CGG-1OBTOPOB MPUBOJUT K
nHakTuBaluu komriuiekca PHK—6enku B kier-
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Kax Mo3ra Mol [28, 29]. KpomMe Toro, mokasa-
HO, yTo 3KcnaHcupoBaHHbI CGG-noBTOp NMpU-
BOJIUT K JIET€HEpallMy HEPBHBIX KJIETOK Y APO30-
¢unsl [30]. [TogoOHBIN MeXaHU3M MOXKET CYIIeC-
TBOBaTh U B ciyyae 1M, korga aHomaabHBIC
koMmriekecbl PHK 1 Genka npuBoggT K mpexnie-
BpeMeHHOI nerpagaunu goaaukyia. [Tpu skcmnaH-
cupoBaHHBIX CGG-00/1acTsIX YBEJIMYCHUE YPOBHS
MPHK FMRI moxeT Takke TIPUBOAUTE K 00pa3o-
BaHUIO U30BITOYHOTO KOJMYECTBA KOMIIJIEKCOB
TpaHcKpunToB ¢ oenkamu. M30siTok PHK-cBsS3aH-
HbIX OEJTIKOB MOXET 3aMeJIATh U U3MEHSITh 9KCII-
peccuto FMRP 6enka [31]. B To ke BpeMs U30bI-
ToK FMRI TpaHCKPUIITOB C ajulejieil, MMEIOLINX
ooubioe KoimdecTBo CGG-MOBTOPOB, MOXKET NI -
CTBOBATb KakK 3aMe/IJIUTE/b CBI3bIBAHUS OEJIKOB U
npernstcTBoBaTh PHK-cBsI3bIBaHUIO (haKTOPOB,
KOTOpPbIe HEOOXOAMMBI IS TPAHCIISILIUU IPYTUX
O€JIKOB, yJ4aCTBYIOIIMX B HOpMaJIbHOM (DYHKIIMO-
HUpPOBaHMUU ssMyHuUKa [31].

B nHamuix pabotax, a Takke B paboTax Jpyrux
uccaenopatesieid ObUIM MOJYyYeHbl TAHHBIE O TOM,
YTO Yy HOCUTEJIEN HECTAOUIbHBIX TPEMYTAIIMOHHbBIX
ajutesieii 3a(pUKCUPOBAHO COMATUYECKOE Pa3HO00-
pasue JIEMKOLMTOB, B KOTOPBIX CoiepXKaTcs ajljiesin
¢ pazHbiM KosmuectBoM CGG-noBTopos [32, 33].
VroMsHyTble McclieoBaHUsT SBJSIOTCS apryMeH-
TOM B T0J1b3Y JOIYIIEHUS O TOM, YTO XKEHIIMHbI C
aJIeJISIMUA, KOTOPbIE BXOJSIT B «30HY PUCKa», MOTYT
ObITb COMATMYECKMUMHU MO3aMKaMM He TOJIbKO B
JIEIKOLUTaX, HO U IPYrUX TKAHAX U, B YACTHOCTH,
B IMYHUKAaX. TakuM o0pa3oM, B KJIETKaX SIMYHUKA
MalMEeHTOB, UMEBLIMX B JIEMKOLMTAX aJIIESI «30HbI
pUCKa», MOI'YT 00pa30BbIBATLCS (00Jiee IKCIIAaHCH-
pOBaHHbBIE) MpeMyTaHTHbIE ajuieau. [Ipu aToM pe-
LIAIONIYIO POJIb B TAKMX MPOLIECCAX MOXET ChI'paTh
COCTaB HYKJIEOTUIHOM MOCJIeA0BaTeIbHOCTH 00Jiac-
™ CGG-1oBTOpPOB. B MHOrOUMCIEHHBIX UCCIIEI0-
BaHMSIX OBUIO MOKa3aHo, uyTo Hammune AGG-BcTa-
BoK B o0s1acti CGG-MOBTOPOB MOXET UMETh BaXK-
HOE JIMarHocTuiyeckoe 3HaueHue. Eciii komuecTBo
CGG-noBTOpOB MOMNAanaeT B «30HY pucKa» (35—
50 MOBTOPOB), TO X CTAOMJILHOCTb CTPOTO 3aBUCUT
ot konmmyectBa TnpepbiBarolinX AGG-moBTOPOB.
IMonyyennsie Zhong et al. [34] pe3yibrathl cBUAC-
TEJILCTBYIOT B TOJIb3Y TMIIOTE3bI O TOM, UTO MOTEpPsI
AGG-Ttpurieta B 5’-HeCTaOWIHLHOM PETUOHE Jie-
crabmmmsupyer CGG-00acTb ¥ IpUBOAUT K ee
CTpPEeMUTEIbHOI AKCIaHCHK. TakuM o0pa3oM, MOX-
HO IPEeAnoIoXNUTh, 4To Haymmure AGG-BCTaBOK Cy-
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IIECTBEHHO CHITKAET BEPOSITHOCTH COMAaTUIECKOTO
MO3aMIIM3Ma.

Ha ceromnsmamii neHb ele He 10 KOHIIA 13-
BECTHBI MOJICKYJISIPHBIE MEXaHU3MBI BOBJICUCHUSI
reHa FMRI u ero 6enkoBoro nponykta FMRP B
3TU TIpoliecchl. B aKcrepruMeHTax, MpoBeIeHHbIX
Ha KJIETOYHBIX JIMHUSIX, OBIJIO TTOKA3aHO, YTO TIPU
yBennmyeHuu ;mHbl CGG-noBTopoB 5°’-UTR 006-
nactu reHa FMRI 3a¢ukcupoBaH yBeJIMYEHHBIN
ypoBeHb MPHK, tpanckpubupyemoii c¢ pemnop-
TepHOro reHa mouudepassl. [Ipu 3Tom HabOHAIN
CHIDKEHUE YPOBHS TPAHCIISIIMI COOTBETCTBYIOIIIE-
ro 6enka [35]. BmecTe ¢ TeM OBLIO TTIOKAa3aHO, YTO
CTaOMIIBHOCTD HITTICYHON CTPYKTYPBI TPAHCKPHTI-
TOB, 00pPa30BaHHBIX HETIPEPBIBAEMBIMU («IUCTHI-
mmn») CGG-noBTOpaMM, BO3pacTaeT IIpHy yBeIude-
HWU JUTMHBI TIOBTOPSTIOIIEICS TTOCIeIOBATEIbHOC-
. TaknuM 00pa3oM, MOKHO TIPEATIONOXUTD, YTO
pa3TUYHbBIe aJlJIeIbHbIC BAPUAHTHI 5’ -HETPAHCIIH -
pyemoii obnactu reHa FMRI moryT mo-pa3sHoMy
peaM30BLIBAaTLCSI Ha (DEHOTUITUYECKOM YPOBHE.
Napierala et al. [36] BbICKa3au IIPeAITOIOXKEHNE,
yTo He ToJibKo mHa CGG-obmactn reHa FMRI,
HO 1 Hanmure AGG-BCTaBOK B YIIOMSIHYTO# ITOC-
JIeIOBATEILHOCTU MOKET OTIPEIEISITE BTOPUIHYIO
ctpykrypy FMRI MPHK, 4dto, B cBOIO ouepenb,
OymeT ompenensaTh (PeHOTUTTNYECKUE TIPU3HAKA Y
HOCHTEJIEN Pa3HBIX aJIEIbHBIX BapuaHToB [36].
[lepBbie cBUIETETLCTBA B TTOJIB3Y 3TOTO MTPEIITONIO-
JKeHMs1 ObLIM TIoJTydeHBbl B poborax Bodega et al.
[27], omHako 3Ta TMIIOTE3a TpeOyeT AaabHEUIIIETO
AKCITepUMEHTAIIBHOTO TTOATBEPKICHUS.

BouiBoabl. Pesyibrartbl Hallux ucciiegoBaHU
CBUETEIILCTBYIOT O TOM, UTO aJIJIeTN «30HBI pHICKa»
reHa FMRI (40—47 CGG-noBTOPOB) SIBIISIOTCS
(bakTOpPOM HACTIEICTBEHHOI TIPEIPACIIONIOXKEHHOC-
TH K HapYIICHUSM TIPUPOTHON M CTUMYIMPOBAH-
Holi oBy Is1An. [1py 5TOM moamMopdHBIe BapruaH-
ThI ¢ pa3HbIM KojinuyecTBoM CGG-NoBTOPOB reHa
FMRI moryT OBITH HCIIOJIB30BaHBI B Ka4eCTBE
MapKepoB U TIPOTHO3a PUCKa Pa3BUTHS TTPEXK-
JIEBPEMEHHOTO WCTOIIEHUST SUIHUKOB, a TaKxKe
«CJ1aboro OTBEeTa» Ha MHAYKIINIO OBYJISAIINN 9K30-
TeHHBIM TOHATOTPOITMHOM. B mocmemyromnmx mc-
CIIeMOBAHUAX TUIAHUPYETCS TPOBECTH aHalN3
HYKJICOTUIHOM ITOCIeIOBATEIFHOCTH SKCITAHCH-
poBanHbiX CGG-amneneit Ha Hamuuue AGG-
BCTaBOK KaK B TPYIIIax IMaIlMEHTOB CO CHIKCH-
HBIM Pe3¢pBOM IMYHUKOB, TaK M B KOHTPOJIbHBIX
rpymmax. DTo MO3BOJUT MTPOSICHUTH aCCOITUAIINIO
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CTPYKTYPHBIX OCOOEHHOCTEl ¢ (hOpMUPOBAHUEM
¢eHoTUMAa AUCHYHKLIMU SUYHUKOB.

Asmopel OaaeodapHbl compyOHUKAM KAUHUKU
«Hcuda», a makyce Hncmumymy eenemuxu u pe-
npodykuyuu (2. Kues) 3a npedocmaenenue o06pa3uoe
Kposu U KAUHU4ecKol uHgopmayuu.

G. Livshyts, S. Kravchenko, O. Berestoviy,
V. Zinchenko, L. Livshits

ALLELIC POLYMORPHISM OF FMR1 GENE
CGG-REPEAT REGION IN PATIENTS
WITH IMPAIRMENT OF NATURE
AND STIMULATED OVULATION

The frequency of heterozygote carriers of «risk zone»
alleles of FMRI gene (40—47 CGG-repeats) was signifi-
cantly higher in group of patients with ovarian dysfunction
than in control group I. The tendency for higher frequency
of those alleles was observed in patients with «poor
response» to superovulation induction in IVF cycles. The
average number of oocytes and follicles, which was obtained
after stimulation of superovulation, was significantly
decreased in FMRI gene «risk zone» alleles carriers com-
pared to patients with normal alleles of FMRI gene. The
average general dosage of exogenous gonadotrophin, neces-
sary for superovulation induction was significantly higher in
heterozygote carriers of FMR1 gene «risk zone» alleles than
in patients with normal genotype. Thereby, the FMR1 gene
«risk zone» alleles can be one of the hereditary susceptibili-
ty factors of impairment nature and stimulated ovulation.

L.b. Jliswuuyp, C.A. Kpasuenro, O.0. Bepecmosuil,
B.M. 3inuenko, J1.A. Jisuuupb

AJIEJTbHUM OJIMOP®I3M JUIAHKHU
CGG-ITIOBTOPIB 'EHA FMR1Y TTALIEHTIB
3 [MOPYLIEHHAM IMPUPOAHOT
TA CTUMYJIbOBAHOI OBYIALIT

B rpyni nauieHTiB 3 IMCPYHKIIEIO IEUHUKIB YaCTOTA
TeTepO3UTOTHUX HOCIIB ajielliB «30HU pU3UKY» TeHa FMR 1
(40—47 CGG-110BTOPiB) CTATUCTUYHO BipOTiIHO TTepeBa-
JKajia IX 4aCcTOTy B KOHTpOIbHil rpymi I. Cepen mamieHTiB
3i «cJ1a0KOI0 BiATOBIAII0» Ha iHAYKIIIIO CYNepoBYJIsLii B
LWKJIaX €KCTPAKOPTIOPATIBHOTO 3aTUTiTHEHHS TAKOX CITO-
cTepirajiach TEHAEHIIST JO MiABUINEHHS YaCTOTH JAHUX
aneniB. CepenHe 3HaYeHHS (DOJTIKYJIiB Ta OOIUTIB, OTPH-
MaHUX TICJS CTUMYJISLIT CYNepoBYJIsLil Y reTepo3UroT-
HUX HOCIIB 32 JaHUMU JIEJISIMU, CTATUCTUYHO BipOTiIHO
HUXYe, HiX Yy MALi€HTIB 3 HOPMAJIbHUMU aJIeJISIMUA TeHa
FMRI. 3aranbHa cepeHsl 103a ¢K30T€HHOTO TOHAI0TPO-
MiHYy, HEOOXiTHa JISI CTUMYJISILIIT CYyTIepOBYJISILLT y TeTepo-
3UTOTHUX HOCIIB ayiefliB «30HU pU3UKy» reHa FMRI, cta-
TUCTUYHO BipOTiHO MEepeBUIITyBaja 103y, HEOOXiTHY IS
Mali€HTIB 3 HOPMAJIbHUMU T€HOTUNAaMU. TaKuM YUHOM,
ajeni «30HU pU3uKy» reHa FMRI € omHuM 3 (akTopiB
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