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AHHOTa M

MoHocomust X-XpOMOCOMBI YacTas TeHeTUUecKasl aHoMaslusl, BCcTpeyaeMasi y »keHIIMH. CuHJpoM TepHepa BO3HHKaeT U3-
38 YaCTMYHOM WM TOJIHOM INOTepU BTOPOM II0JIOBOM XPOMOCOMBI, YTO MPUBOSUT K PasBUTUIO Pa3/INUHbIX K/IMHUYECKUX
MIPU3HAKOB. ['WIeproHa/joTpPONHbIN TMIIOrOHAAU3M — YCTOWYMBBIA Tpu3HaK cuHjpoMa lllepemieBckoro-Teprepa (CIIT),
nopaxatoiui 10 95% Bcex xeHiquH ¢ CIIT. HecmoTpst Ha jpyrue comyTcTBytoiive 3abosneBaHusi, Oecriioque sBAseTCS
OAHUM 13 Harbosee NaryOHBIX (AaKTOPOB, BAMSIOIMX Ha KaueCTBO >KU3HU MOJIOABIX >keHILUH ¢ CIIT. YuuTbiBasi pefKoCTh U
BaprabebHOCTh KIMHAYECKUX TPOSIBJIEHWH JaHHOrO CHHZPOMa, JWarHo3 He BCErJa BLICTAB/ISETCS CBOeBpeMeHHO. PaHHee
BBISIB/IEHHE XPOMOCOMHOW aHOMaJIMH, Pery/isipHoe HabsrofieHre MaleHTOK U MOAO0p Teparuy CriocoOCTBYIOT CBOEBPeMeHHON
NpoQUIaKTHKe OCIOKHEHHM W Y/IyYIIeHHI0 KauecTBa >KW3HW. llpefcraBieH K/IMHUYECKWM Clyuyaid TIO3[JHETO BBISIBIIEHUS
cunzpoMa IeperieBckoro — TepHepa y ABYX POJHBIX cectep T. CapaHcKa. [JuarHo3 BbICTaB/IeH Ha OCHOBAHUU OOIIEMPUHSATON
MeToMKU 00cC/efoBaHUs, KOTOpas 3akK/iouazack B ompoce, cOope aHaMHe3a J>KM3HM M 3a0osieBaHUs JKEHILMH, JlaHHBIX
¢usuKanpHOro 0bc/ejoBaHYs, [JONOMHHUTEIbHBIX METOL0B HccaefioBaHus. [TonHas X-MOHOCOMUS BbICTaB/IeHa M0 pe3y/bTaTaM
KapUOTUITUPOBAHUSL.

[JeBoukaM Ha3HaueHa 3CTpPOreH3aMeCTUTe/IbHAas Tepamnus, C IIepeXofioM Ha LMK/INYeCKyH Teparui0 3CTPOreH-
MpOrecTareHOBBIMU OpaJbHBIMU KOHTpAaLlelITUBaMU yepe3 18 Mecsries.

KroueBble ciioBa: ameHopes, ciapoM LllepeleBckoro-TepHepa, JUcreHe3us roHaz|, OeCriofye, 3CTPOreHEbl.
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Abstract

Monosomy of the X chromosome is a frequent genetic abnormality found in women. Turner syndrome results from partial
or complete loss of the second sex chromosome, leading to the development of various clinical features. Hypergonadotropic
hypogonadism is a consistent feature of Turner syndrome (TS), affecting up to 95% of all women with TS. Despite other
comorbidities, infertility is one of the most detrimental factors affecting the life quality of young women with TS. Given the
rarity and variability of the clinical manifestations of this syndrome, the diagnosis is not always made in a timely manner.
Early detection of chromosomal abnormality, regular monitoring of patients and selection of therapy contribute to the timely
prevention of complications and improve the quality of life. We present a clinical case of late detection of Turner syndrome in
two sisters from Saransk. The diagnosis was made on the basis of the generally accepted methods of examination, which
consisted in interview, collection of life and disease history of the women, physical examination data, and additional methods
of investigation. Complete X-monosomy was diagnosed based on the results of karyotyping.

The girls were prescribed estrogen replacement therapy, with transition to cyclic therapy with estrogen-progestagen oral
contraceptives after 18 months.

Keywords: amenorrhoea, Turner syndrome, gonadal dysgenesis, infertility, estrogens.

BBepenue

MoHocomusi X-XpOMOCOMEBI SIB/ISIETCS HarboJiee YaCTOW TeHeTHMYeCKOW aHOManuel, BCTpeuaeMol y >keHIIMH. CHHIPOM
TepHepa BO3HMKAET M3-3a YaCTUUHOW W/IM TIOJHOM IOTepH BTOPOM TOJIOBOM XPOMOCOMBI, UTO MPUBOJWT K Pa3BUTHIO BeChbMa
Baprabe/bHbIX KIMHHUUECKUX TMPU3HAKOB. DTOT (DEHOTHUN MOXKET ObITh BbI3BaH HE TOJMBKO TEHOMHBIM AuCOanaHCOM H3-3a
yZla/leHHbIX [eHOB, HO TakKe MOYKET OBbITh Pe3y/bTaToM aAJUTHBHBIX BJAUSHUI Ha acCOLMHPOBAHHbIE TeHbl B JaHHOM I'eHHOM
CeTH C U3MEeHeHHOH pery/sLyeii SKCIIpeCcCcry reHOB, BbI3BaHHOM OTCYTCTBUEM BTOPOM TIOJI0BOM XpOMOCOMSI [1].

Haubonee pacripoctpaHeHHOW 3THOsOTHel siBasieTcss monHasi X-moHocomust (45, X). CyllecTByeT /[Be 3THOJIOTUA
yactuyHoM X-MoHocomuu. [lepBasi — Mo3auuHasi ¢dopma, KietouHast guHUs 45, X ¢ 46, XX w/um 47, XXX, uTo SIB/IsSeTCS
CJIe[ICTBUEM HapyLIeHus1 Ha DPaHHUX CTagusax MuTo3a [2]. [lpyrasg >STuosiorvsi cBs3aHa C aHOMasjbHOW MeHOTHueCcKOU
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pekoMOUHaI[1el, MPUBOJAILIEH K Jie/Iel[iK WX TIepecTPOMKe KOPOTKOTO I1/1eua BTOPOH MOJI0BOM XPOMOCOMBI. [IprMepoM 3Toro
spisieTcs 46,X,i(Xq)/45,X, uTo ykasblBaeT Ha TO, UTO BTOpasi KjIeTOYHasl JIMHUS JeMOHCTPUpPYeT M30XpPOMOCOMY BTOpOM X-
XPOMOCOMBI C NYTI/IMKaLMel JIMHHOro Myieva (q) U rortepeii KopoTkoro mieua (p) [3].

CornacHo JiUTepaTypHBIM [JAHHBIM, CUHApOM TepHepa HaOmogaeTcs mnpumepHo ot 1 w3 2000 go 1 wu3 2500
JKUBOPOXK/IeHHBIX JleBoueK [4]. Tem He MeHee, MCTHMHHAsl PaclpOCTPaHEHHOCTb OCTAeTCsl HeM3BECTHOM, MOCKOIbKY MHOTHe
MaleHThbl MOTYT OCTaBaThCs He AUarHOCTUPOBAaHHBIMU WM MarHOCTUPOBATHCS MO3/JHO BO B3POC/IOM BO3pacTe.

HauGonee uactbiM mposieneHvem CLIT siBrsieTcsi HU3KMKA pPOCT, HO (heHOTHUNUUeCKre OCOOEHHOCTH Ppa3/MyaloTCsi |
BKJTFOUAIOT 3a00sieBaHMsl SIMUYHUKOB, CEPZEeUYHO-COCYJUCThIe (HarpuMep, KOapKTal|s aopThl W [JBYCTBOpUATBIA aOpTa/bHBIA
KJIaTiaH) ¥ TioueyHble 3a00/1eBaHust (HampyuMep, YBOEHUe WM pacllieryieHHe MOYeUHOM TI0XaHKH; MOAKOBOoOpa3Hast ouka) [5].
[pyrue ocobeHHOCTH BK/IFOYAIOT IeperoHYarylo Liet, HIMPOKYH IPyAb C LIMPOKO PacCcTaB/ieHHbIMH COCKAMH, BajblyCHYIO
JedopMalliio JIOKTeBOIO CyCTaBa, HU3KYIO 3a[HIOI0 JIMHHI0 pOCTa BOJIOC M MHOIONMUIMeHTHble HeBychbl. YeHr u gp. [5]
OIHMCa/Y, YTO MSITasl YacTh CyvaeB JUarHOCTHUPYETCS B HEOHATa/JbHOM Iepuofie BBUZY TUITMUHBIX KIMHUYECKHUX TPHU3HAKOB.
[IsiTass yacTh Cay4aeB /AWArHOCTUPYETCS B JIETCTBe TIOC/e 00C/e[oBaHMSI HU3KOro pocta, a 50% malueHTOB He ObLIH
JUarHoCTHPOBaHbI 10 MOAPOCTKOBOIO BO3pacTa U3-3a NepBUYHOM aMeHOpeH!.

'WneproHaZiOTPONHEI TUMOTOHAZAWU3M SIBSETCS OJHWAM W3 Hawbosiee YCTOWYMBBIX TIPU3HAKOB CHUHZApOMa TepHepa,
nopaxaroumm 10 95% Bcex xeHiuH ¢ CIIT. HecMoTps Ha ILMPOKHWM CIEKTP APYrMX COMYTCTBYIOIIMX 3a0o0JieBaHUM,
Gecriyioaue SBAsSETCS OAHUM W3 Haubosee MaryOHbIX (DAaKTOPOB, BJAMSIOLIMX HAa KAYeCTBO >KU3HW KaK MOJIOJBIX YKEHIWH C
CHIT. YcnoBreM HacTyr/ieHUs 6epeMeHHOCTH SIB/ISIETCs 3aBepllieHHe [107I0BOW 3PeIoCTH C CO3peBaHHeM KaK SUUHMKOB, Tak U
MaTKu. Y OOJBIIMHCTBA [ileBOUEK M JKEHIMH C CHUHJpoMOM TepHepa IPOMCXOAUT MpeXXAeBpeMeHHas HeJ0CTaTOYHOCTb
SIMYHUKOB B /IeTCTBE WM PaHHEM IOZIPOCTKOBOM BO3pacTe /10 JOCTHKeHUs! JOCTaTOYHOr0 T10/10BOr0 co3peBaHusl. CTIOHTaHHOe
MeHapxe HabsoaeTcst ToNbKO y 4-12% skeHIuH 45, X, X0Ts yalllie BCTPEYaeTCsl y MO3auuHbIX KapruoTUIoB (28-45%) [6].

YunTbiBast peAKOCTb Y BapHabebHOCTh KITMHUYECKHX MPOSIBIeHWH JAaHHOTO CMH/POMa, AWarH03 He BCerza BBICTAB/ISIeTCS
CBOeBpeMeHHO. PaHHee BbIsSIBIeHWE XPOMOCOMHON aHOMajMH, pery/spHOe HaO/rofieHVe TMalueHTOK W 1ojbop Teparuu
CrOCO6CTBYIOT CBOEBPEMEHHOMH MPO(HUIAKTHUKE OC/IOKHEHHUH U YYUILIEHHIO KaueCTBa JKU3HH.

Onucanye KJIMHUYECKOT0 c/Iyvast

[TarmenTtka M., 1993 r. poxxzeHus u nayuenTtka T., 1995 r. poxkaeHus,, IpoXKMBaroLie Ha MOMEHT OCcMOoTpa B I. CapaHck,
obparwmuce B 2021 topy B I'BY3 PM «KeHckast koHcynbrauusi Ne 4, PopunbHeii [Jom» c jkanobamMu Ha OTCYTCTBHe
MeHCTpYyaL|H.

[TaryeHTKH SIBASAIOTCS POAHBIMM cecTpamu. B Bo3pacte 22 u 20 jileT COOTBETCTBEHHO NPH MOCeIleHUHd MeJULIMHCKUX
yUpeX/JeHUN ¥ KOHCY/IbTalui pa3/IMUHbIX CIeljuaJMCTOB UM BbICTaB/ieH AuarHo3: «CunapoM TepHepa. Kapuotun 45, X».

Anamnesis vitae: [TaipieHTKa M. sIBAIsIeTCs TiepBbIM PeOEHKOM B CeMbe, POAMIach Ha cpoke 39 Hefenb. bepeMeHHOCTB
TaK)Ke COIPOBO’KZasach TOKCMKO30M, NMAaTo/OTUi CO CTOPOHBI I/I0Ja He oTMeuanock. Bec mpu poxxgennu cocrasasia 2500 1,
poct 48cm. TIpy KOHTPOJIEHOM B3BeIIMBAHMY OBUIO BBISBIIEHO CHIKEHHE MAacChl Tesa.

IMaupentka T. siBasieTcss BTOPbIM peOeHKOM B cembe. Ponunack Ha cpoke 37 Hepienb. Ponpl mpekieBpeMeHHbIe,
6epeMeHHOCThb COMPOBOXK/IA/IaCh TOKCUKO30M TsDKeJIOH cTerneHu. Bec npu poxaeHny coctasisia 2100 1, poct 43 cm.

K MomeHTy mybepTaTHOrO Mepuojia OTCTaBald B POCTe OT CBEPCTHHL], POCT narmeHTok T. u M. cocrasnsin 140-142 cwm,
Habsrofianachk u30bITOUHAss mMacca Tena. OTCYTCTBHe NPHU3HAKOB I0I0BOTO CO3DEBAHMS He IPUHSINM BO BHHMaHME, TaK Kak
MOCYMTAJIM 3TO BADUAHTOM HOPMasbHOIO Pa3BUTHS.

OOBbEKTUBHOE UCCTIeIOBAHUE:

IMpu ocmoTpe mauueHTKU T. HAa THHEKOJOTMUYECKOM Kpecse: Gosbline MOojoBble T'yObl MOIIOHKOOOPA3HOrO BH[A,
He/[0pa3BUTHe MaJjIbIX TI0JIOBBIX I'y0, KIIMTOpA Y [IeBCTBEHHOM TIJIEBBI.

OcMoTp M mnanblalys MOJIOYHBIX JKesle3: MOJIOUHbIe >Keje3bl He pPa3BUThl, apeosibl COCKOB [leMMTMeHTHPOBaHBI.
[NopMbliIeuHble, TOAKIIOYMYHbIE U HA/IK/TIOUNYHbIe TUM(paTHUeCcKue y3/ibl He Na/bIIUPYyIOTCS.

ITpu ocMoTpe malyeHTKH M. Ha THHEKOJIOTHUeCKOM Kpecsie: OoJiblive MojoBbie rydbl 6e3 0coOeHHOCTel, Heopa3BUTHE
MaJIbIX ITOJIOBLIX I'y0 U K/IHTOpA.

OCMOTp W Manblalysi MOJIOYHBIX JKe/e3: MOJIOYHBIE >Kee3bl Pa3BHTHI C1ab0, OJWHAKOBLIX Pa3MepOB, apeosibl COCKOB
JeMTMEeHTUPOBaHbl, NPYU HaJaB/MBaHUM JXUJKOCTb He BbiensieTcs. Ilofmbliieudble, MOAKIIOYMYHbIE W HaJK/TIOUHMYHBIE
JMpaTrUecKye y3/ibl He TajIbIIAPYIOTCS.

[Mos10BY10 »KU3HB 00€ MAl[ueHTKH OTPHLIAIOT.

JlononHuTenbHbIE METO/bI UCC/IeJ0BaHNS:

¥Y3U opraHoB OprolIHO# o0ty (nanueHTKa T.): 3aKk/IroueHye: reraroMeranys, cpalleHye IIodeK HIKHUMU T10/IF0CaMH C
(hopMupoBaHueM mnepeiiieiika (MoJKOBOOOpa3Hast TIouKa).

¥3U opraHoB Majioro Tasa (raupyeHTka T.): SHUHHAKY Npe/iCTaB/eHbl ABYXCTOPOHHUMH (prOPO3HBIMU TSKAMH, OTCYTCTBHE
(boyuMKyISIpHOTO armapara. ['urorniasus SHAoMeTpus —1-2 MM.

Y31 opraHoB Masoro Ta3a (THanpeHTKa M.): pyAMMeHTapHble SHMYHMKM C OBapuUalbHONW CTPOMOM, eJWHUYHBIE
npuMopAuanbHble GosunKysel. ['Unoniasvs sHA0MeTpust — 1-2MM.

VccnenoBanre ypoBHSI 3CTPOTEHOB, THMOGH3apHBIX T'OHAZOTPOITHBIX TOPMOHOB ((O/UIMKY/IOCTUMY/IUPYIOIUN TOPMOH
(®CT") u morenHusrpytomuii ropmoH (JII')) B kposu: nosbiiieHre ypoBHS @CI u JIT, CHI)KeHMe 5CTPOreHOB B KPOBU.

[utoreHeTUueckoe ucciaegoBaHue (KapuotumnupoBanue): Kapuorurn 45, X. Cunjipom TepHepa.

CormyTcTByIOlasi MaTosoryst MayueHTKH T.: ruroranaMuueckuil CHMHJPOM, HeHpO3H/OKpMHHas (opMma; OoXupeHre 3
CTereHy; LeHHO-TPYAHOM CKO/MO03 3 CTeleHH; epBUYHOe becrinogue.

Y mnanveHTKH M.: TUNOTasaMAYeCKHWH CHHAPOM, HeWpOSHAOKpMHHas (opma; okupeHVWe 3 CTeleHd; IepBUYHOe
6ecruiogaue.

Ha ocHOBaHUM yCTaHOB/IEHHOTO [JuarHo3a IaljMeHTKaM Ha3HaueHbl HU3KO[03UpOBaHHbIE 3CTPOreHCofepsKallye
Trpernapars! (3TUHW/ 3CTPafuon).
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O0cyxaenue

Y peBouek ¢ CIIT orcyTcTByeT 3HAOreHHasi BbIPabOTKa 3CTPOTreHa, B CBSI3H C 3TUM KpaiiHe BakKHO, YTOObI Obljla HauaTa
COOTBETCTBYHOIL[asi 3aMeCTUTe/IbHas! Tepanusi 3CTporeHaMu. B cooTBeTCTBUY C Me>KAyHapOOHBIMU peKOMeH/JallisIMH, JleBouek C
CHIT cnenyet jieunTh 3CTPOreHaMH, a 3aTeM [00aB/IAThH Mpernaparkl porecrepoHa [7]. BeeseHue npenaparoB nporecrepoHa
C/leflyeT HauyWHaThb TIPUMEPHO uepe3 [JBa roja IIOC/Ae 3aMecTUTe/bHOW Tepanuu >5CTpPOreHaMM WM I10cjie T1epBOH
VMH/yLIUPOBaHHOM MeHCTpyaryu.

XopowIio M3BeCTHO, UTO 3CTPOreHbl HeOOXOAWMBI He TONBKO A/ WHAYKLUMM W TIOJJep’KaHHUs T0JIOBOTO CO3DEeBaHW,
JOCTVDKEHUs ONTTUMa/IbHOTO POCTa MAaTKU M Pa3BUTHS SHIOMETpUsI, HO TaK)Ke ZJIsl yBelWYeHHst KOCTHON MacChl U YyUllIeHHs
Metabonmama [8]. TloMMMO 3TOro, 3CTPOreH OKAa3biBaeT IIMPOKWM CIEKTP Moje3HbIX 3(Q(eKTOB Ha Bechb opraHusm. Ilog
JleliCTBHeM ropMOHa yiyulilaeTcs: paboTa IeueHy, IIMTOBUIHOM JKeJle3bl, TUIHAHBIN 1 yIIeBOAHbINM IPO(UIN, CHUYKAeTCsI PUCK
TepesioMOB Y TUTIEPTOHUH [9].

BepemeHHOCTh fB/IETCA BakHeHiel mnpobnemor y manmentok ¢ CIIT. TIporpeccupytomiasi atpesusi GOIIUKYIOB y
6ompabix ¢ CHIT mpuBoguT K mepBuuHOMY Oecruiofuio B 92-95% ciyuaeB. XOTSl eCTeCTBEHHble OepeMeHHOCTU ObLH
3aperucTpUpOBaHbl y 4-7% TALUeHTOK, OOMBIIMHCTBY JKEHIIWH TMOTPeOyrOTCS BCIOMOTaTeNbHbIe PenpoAYKTHBHbBIE
texHonoruu (BPT) ¢ goHopcTBom ooruros [10].

CrioHTaHHasi bepeMeHHOCTD Y >keHIUH ¢ CIIT BcTpeuaeTcs peako (5-8%) v B OCHOBHOM Y >KEHIIUH C MO3auIM3MOM 3a
CUEeT OCTAaTOYHOTO YHMC/IA (HOIMKY/IOB B SMUHUKAX MAleHTOK.

Popopaspemenue nanuentok ¢ CIIT 1jesecoo6pa3sHo IpoOBOAUTE MyTeM OIlepaliiy KecapeBa CeueHus], CPOK peanu3aliu
KOTOPOTO, KaK U MeToZ, 00e300/1MBaHus, OTpe/ie/isieTCsl UHAUBUYabHO.

3ak/iroueHue

[MTepBuuHasi aMeHoOpesi B/ISIETCS] HaubO/Iee YacThIM TIPU3HAKOM Yy JieBouek ¢ cuHzipomoM IllepernieBckoro — TepHepa, UuTo
MPUBOAUT K Oosiee mo3gHeMy Bo3pacTy obpairenusi. HU3Kopoc/biii pocT U AuCMOpGUUeCcKre uepThl YacTO YMyCKAlTCsA W3
BUJY B MJIafIeHUeCTBe W JIeTCTBE M3-3a COLMATbHO-3KOHOMUYeCKUX (PAaKTOPOB. DTOT TO3HUM BO3PACT TIPOSIBIIEHUS SIBJISIETCS
TIPUUMHOM [1yis1 OeCITOKOMCTBA, MOCKO/ILKY Tepartvs s YAyUIleH:sT UCXOJ0B POCTa YaCTO HEBO3MO)KHA, a OTCPOUKA Teparuu
3CTPOT€HaMHU OKa3biBaeT TMaryOHOe B/MsSHME Ha 3[0POBbe KOCTeM U COLMaJbHOE U TICHXOJIOTHUecKoe Ojarornosyuue.
[IpuBeAeHHBIM KIMHAYECKUM caydail mo3jHell aguarHocTuKU cuHipoMma IllepeiieBckoro-TepHepa moATBep KAaeT 3HAYMMOCTD
PaHHETO BhISB/IEHHS 3a00/1eBaHUI U paHHEro Hauasia TePartiH.
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