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COBPEMEHHDbIE NPEACTABJIEHNSA
O CMHAPOME LUEPELLEBCKOITO-TEPHEPA

m B craTtbe paccMoTpeHbl 0CO0EHHOCTH
(heHoTnna u penpoayKTUBHON PyHKIUU
00JILHBIX B 3aBHCHMOCTH OT KAPHOTHIIA,
BKJIIOYAsI TOTHYIO H MO3aH4YHYI0 ()OPMBI
MOHOCOMHH X U CTPYKTYPHbIe AHOMATHH
TOHOCOM, 2 TAKIKe POIAUTETHCKOr0
NPOMCXOKAEHHs P KapuoTuie 45,X.
JlaHbI cBeJleHHs 0 TeHeTHYeCKHX
JeTepMUHAHTAX ()eHOTHIMHYECKHUX
npu3HakoB cunapoma. Ilpeacrasiien
aJITOPHTM J1a00pPaTOPHO-TeHeTHYeCKOro

00C/1€10BAHUS NMAIHEHTOK ¢ MOHOCcOMMel X.

m KuiroueBble ciioBa: cunipom
IlepemeBckoro—TepHepa; kapuotumn 45,X;
abeppamuu X- 1 Y-XpOMOCOM; MO3aHIIU3M;
POIUTENBCKOE TIPOUCXOKACHHE MOHOCOMHH X

BBepeHune

Cpenu HOBOPOXKICHHBIX ¢ HApYLIEHUSIMUA XPOMOCOMHOIO Habopa
ok0J10 50 % SIBISIIOTCST HOCUTESIMA AaHOMAJIUHM MOJOBBIX XPOMOCOM.
[TonoBbie XPOMOCOMBI SIBIISIFOTCS [FIABHBIMU HOCHTEIISIMU T€HOB, KOH-
TPOJMPYIOIINX JAeTepMUHALMIO U T depeHpoBKy nona. Mx guc-
JICHHBIC WJIM CTPYKTYpHBIC HAPYLIEHHUS COBMECTHMBI C JKH3HBIO, HO
NPHUBOAAT K IOPOKAM U HAPYLLICHHSAM B IT0JIOBOM PA3BUTHH.

Haunbonee 3HaunMTEIBHOE MECTO CpPEOM XPOMOCOMHBIX Oo0ne3-
HEH, CB3aHHBIX C AaHOMAJIUSAMH X-XPOMOCOMBI, 3aHUMAET CHH[-
pom [lepemesckoro—Tepuepa (CLUT). Yacrora CIIT Bapsupyer
ot 1:1500 no 1:5000 HOBOpOXKIEHHBIX JeBOYEK [6, 42].

B 1925 roxy H. A. lllepemreBckuii BriepBbIe Omrcai OOIBHYIO
20 ner ¢ BBIpaXEHHBIM MH(GAHTWIM3MOM (HEAOpPA3BUTHE TOHAI,
NEepBUYHAS aMEHOpPesl, OTCYTCTBUE BTOPUYHBIX IOJIOBBIX MPU3HA-
KOB) B COUCTAHUH C AHOMAJIHMSIMHU pa3BUTHA (HU3KUH POCT, LIUPO-
Kas KOXKHast CKiaaka Ha mee u ap.). B 1938 rony G. Turner gan
NOAPOOHOE OIUCAHNE ATOTO COCTOSIHUSL, TTOJTYYMBILETO BIIOCIIEACT-
BUU B PYCCKOS3BIYHOW JMTeparype Ha3BaHue cuHipoma lllepe-
mesckoro—Tepuepa. H. A. Illepemesckuii u G. Turner cunranm
NEepBONPUYMHON 3a00JeBaHUsl HapylleHHe (QyHKIMH Tunodusa
u smaHUKOB. B 1956 romy Polani ¢ coaBTopaMu npeyioxkuim nHoe
00bsICHEHHE BO3HUKHOBEHHS CHHJIPOMa — OTCYTCTBHE OJHOH U3
MOJIOBBIX XpoMocoM. B 1959 roxy 66110 TOATBEpKICHO HATUYHE Y
oonpabIX ¢ CHIT kapuoruna 45,X (44 ayrocomsl + X) [42]. [To3n-
Hee ObLI0 Moka3aHo, 4To K ¢peHotuny CLIT npusonsT paznoobpas-
HBIE CTPYKTYpHBIC aHOMAJINU X- U Y-XpPOMOCOM, a TaKXKe MO3au-
LIM3M 110 HOPMaJIbHBIM MJIM a0EpPPaHTHBIM IOJIOBBIM XPOMOCOMaM
B coueTanuu ¢ 45,X [4].

KnuHuyeckme npusHakm cuHppoma LLlepelueBckoro-TepHepa
OcobennocTn (peHOTHIIA

®enorummueckre npuzHakyn CLIT Xxopomo W3BECTHBI M BKIIO-
YalOT HU3KUH POCT, MOJIOBOM MH(AHTWIN3M, YKOPOUCHHE MICH, LIH-
TOBHJHYIO TPYAHYIO KIIETKY, LIIMPOKO PACCTABICHHBIE COCKH, aHTH-
MOHTOJIOMJIHBIN pa3pe3 IVla3, BBICOKOE M y3KOE€ TBEpAOe HeOO M Ap.
[6]. YV OonbHBIX yBeNIMUYEH PUCK TakuxX 3a0o0ieBaHMN Kak qualer,
uIeMuyeckass 0oJe3Hb Cepiua, TMIEPTOHUs, apTepUOCKIEpO3 H
MHOTHE Jpyrue. Yactora BCTpeuaeMOCTH YMCTBEHHOH OTCTAJIOCTH Y
nanuenTok ¢ CLUT He BbIme, yeM B nomyssiuu. [Ipu 3ToM oHM co-
XPaHSIIOT CIIOCOOHOCTH K YTEHHUIO, OJJHAKO OOJIBIIMHCTBO M3 HUX HC-
IBITHIBAIOT TPYJHOCTH C COLMAIbHOM alanTalye, maMsIThio, BHUMA-
HHMEM M HexoTopeiMu Ipyrumu (yskumsima BH/T [31, 45]. Cnenyer
OTMETHUTB, uTo (eHoTrnnueckas kaprua CLUT Becbma nmommmopd-
Ha. Tak, Hu3Kkuii poct Berpedaercs y 94,5 % 6onpubix CLLT, 6ecrio-
e —y 95-99 %, anoMauu ckejeTa U KapIMOBACKYJIIPHON CHUCTe-
Mbl — Y 40 %, anomanuu nouek — y 33—70 % [6]. HanGonee cepbes-
HbIC HAapYIICHUS KAaCAIOTCs PENPOLYKTUBHON CHCTEMBI.
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PenponykruBHble GpyHKIHT

Monocomust X, yacTH4YHAsi WIH TIOJHAS, COIpPO-
BOXJIACTCsl aHOMAJIMAMM 3MOpHorenesa ronan. [lpu
OTCYTCTBHH Y-XpOMOCOMBI HMHIU(dEpeHTHBIE T0-
Hajabl PaA3BUBAIOTCA B SMOPHUOHAIBHBIC SUYHUKU
¢ oonuTamu | mopsaka, He OTIMYAIOLIMMUCS OT SIMY-
HUKOB HOpMaJIbHBIX XX ASMOPHOHOB 110 KOHIA 3-TO
Mecsina pa3BuTHA. [lo3ke NPOMCXOAMUT mporpec-
CUpYyIOILasi JIereHepalys TIepPMUHAIBHBIX KIIETOK
U pa3pacTaHue COeNMHUTENbHOU TKaHu [46]. ToHaasl
B3pOCIBIX MAalMEHTOK IPEACTABICHBI COCAWHHUTEIb-
HOTKaHHBIMH TSDKAaMH, TZI€ HaXOIAT MO0 COBEpIICH-
HO Henu(QepeHIMPOBAHHbIE PYIMMEHTHI, IOJIOBAs
MIPUHAJISKHOCTh KOTOPBIX HE YCTaHABJIMBACTCS,
100 PYIMMEHTHI JKeHCKUX TOoHaJ 0e3 OBapHasIbHBIX
anemeHTOB. KpaliHe penko oOHapyXHMBArOTCs MNpH-
MopauaibHele  (Gommukyasl. CHOHTaHHOE —pa3BH-
THE BTOPUYHBIX [OJOBBIX HPU3HAKOB BBISBISCTCS
y 5-20 % nanueHToxk (y 14 % nauneHTok ¢ KapruoTHIIOM
45,X ny 32 % — c mo3anuHoii popmoit MoHOCOMUM X
WIN CO CTPYKTYPHBIMH NEPECTPOHKaMu X-XpoMOCO-
MbI) [50], Torma Kak CrioHTaHHbIe menarche — TOJIBKO
y 2-5 % nauuenTok [47]. Mopdonoruueckn HopMasib-
HBIE SIMYHUKHU BU3yanusupyroorcs y 18 % manmeHTok
[37], mpu 3TOM 3HAYUTEIBHO Yallle Y HOCUTENeH Mo3a-
WYHBIX KapuOTHIIOB 45,X/46, XX 1 45,X/47, XXX [37].
OTtMeueHsl OTAETbHBIC CITyYyal HOpMaIbHON (DyHKIMN
SIMYHUKOB y MAMEHTOK ¢ MoHocomuel X [10].

dusnonornueckasi OEpPEeMEHHOCTb HACTyHaeT
y 3,6—7,6 % nanuentok ¢ CLUT [22]. Kak npaBuio,
9TO JKCHLIMHBI CO CTPYKTYPHBIMH I€pecTpoiiKamu
X-XpOMOCOMBI [22] WK ¢ MO3aUYHbIM KapHUOTUIIOM
45,X/46,XX [3,22]. OnucaH ciay4ai HaJau4us Kapro-
tumna 45,X y MaTepu U y ee 04epH B KJIIETKaX KPOBH,
(hndpodmacrax koxu u smaHuKax [10].

FeHeTU4YecKkune AeTepMUHaHTbI CpeHOTI/InVI—
YeCKUX NpU3HakKoB cCMHApOMa LUGPELIJEBCKO—
ro-TepHepa

Eme B 1965 rogy ObU10 BRIABHHYTO TIPEATIONIONKE-
HUe, yTo aHoMalbHbIH penorun npu CUIT oOycnos-
neH 3¢ eKTOM 1036 TEHOB, a TaKXke Hecnenuduyec-
KUM BIMSIHUEM caMol aHeymonauu [23].

B 1997 romy AByMs HE3aBHUCHUMBIMU TpYIIa-
MH HCCIieloBaTeNiel B ICEBI0ayTOCOMHOM paiioHe
KOPOTKOTO Tuieda X-XpOMOCOMBI ObUI KapTHPOBaH
PETYIATOPHBI TPaHCKPUILIMOHHBIA (DaKTOp: TeH
SHOX (short stature homeobox-containing gene),
KOTOPBIH SIBJISIETCS. OCHOBHBIM T€HETHUECKUM JIETEP-
MuHaHTOM pocTta. ['en SHOX skcnpeccupyercss BO
MHOTHX TKaHSIX — CKEJIETHOH MyCKyJaType, cepaue,
MOYKax, MOKEITYJOUHON Kene3e, TKaHAX KOCTHOTO
Y TOJIOBHOTO Mo3ra [23]. ¥V mionoB sKcIpeccus reHa
[I0Ka3aHa B Pa3BUBAIOILUXCS] KOHEYHOCTSIX, IEPBOM U
BTOPOM IVIOTOYHBIX CBO/IAX, YTO CBUIETEILCTBYET 00
yd4acTu¥ rera B (hopmMupoBaHum ckenera [51].

Ha ceropnsimHuii A€Hb YETKO ONpEENIeHO, YTo,
BO-TICPBBIX, HA KOPOTKOM IuIe4e X-XpPOMOCOMBI pac-
MIOJIO’KEHBI T'€HBI, JENCHUH KOTOPBIX OMNPEACNSIOT
pasBUTHE MPAKTHUECKU BCeX (DEHOTHNUYECKHUX MPH-
3HakoB CILIT; BO-BTOPBIX, TEHETUUECKUE ACTEPMHU-
HaHTBI, OTBETCTBEHHBIC 3a (POPMUPOBAHHE KAKOTO-
1100 (EHOTUIIMYECKOrO TPH3HAKA, PaCIOIOKEHBI
HE TOJBKO Ha KOPOTKOM, HO M Ha JUIMHHOM IUIEYE
X-XpOMOCOMBI U JICJICLHsI OJHUX MOXET ObITh KOM-
NEHCUPOBAaHA HAJMYUEM APYTHX; B-TPETbHUX, I'CHBI,
OTBETCTBEHHBIC 32 Pa3BUTHE CKeJleTa U IuMpaTudec-
KO CHCTEMbI MPOSBISIOT HEMOJHYIO SKCIPECCHB-
HOCTb Y ICHETPAHTHOCTb.

HccenenoBanust NOC/IEIHUX JIET MTOKA3aJIM, YTO Ie-
HETUYECKHE JeTePMHMHAHTBI, OTBETCTBEHHBIC 32 pa3-
BUTHE BU3YaJIbHO-IIPOCTPAHCTBEHHBIX CIOCOOHOCTEH,
JIOKaJIM30BaHbl B MICEBJOAYyTOCOMHOM paiioHE KOpOT-
KHX IUIeY MOJOBBIX XpoMocoM [45]. I1o naHHBIM aHr-
JMHACKHUX HCCIeoBaTesield, CyIIEeCTBYeT «KpUTHYeC-
KU JIOKyC ayTu3May B pailone Xp22.3 [54].

Hapymenuss penpoayKTuBHOM (yHKIMH — 3TO
HanOoJee xapaktepHblii mpusHak CHIT. B HacTosiee
BpeMsl B X-XpOMOCOME JIOKaJM30BaHO, MO KpailHeil
Mepe, 9 reHOB, KOTOpbIE JETEPMHUHHUPYIOT HOPMAallb-
HOE pa3BUTHE U (PyHKIIMOHUPOBAHUE SIMYHHUKOB [55].

[lonararor, 4YTO HapyLIEHUs] PENPOLYKTHBHON
(GyHKIUM CBsI3aHBI HE TONBKO C A((HEeKTOM JI03BI
X-CLEIUICHHBIX T€HOB, HO U C JPYTUMH IPUIHHAMH.
B wactHoCTH, ¢ HapylICHUSMH CHAPUBAHUS T'OMO-
JIOTUYHBIX X-XpPOMOCOM BO BpeMsi MEHOTHYECKO
PEKOMOMHAIIMM, M3MEHCHHMSMH JIOKAJIM3alUU TI'eHa
(3 dexT monoxeHns), N3BMEHEHUSIMH TTATTEPHA pPerl-
JHUKALMU B PpE3ylbTaTe CTPYKTYPHBIX IIEPECTPOECK
xpomocoM [36].

BapunaHTbl kKapnoTtuna y 6onbHbix CLUT
Hosnas u Mmo3auyHast popMbl MOHOCOMUH X
OtcyTcTBUE X-XpOMOCOMBI SIBISIETCSI €IMHCT-
BEHHOW (HOpMOI MOHOCOMHH y YEJIOBEKa, COBMEC-
TUMOW KaK ¢ SMOPHUOHAIBHBIM, TAaK M C TIOCTHATAIIb-
HeIM pa3ButueM. [lokazaHo, uto MoHOcomust X coO-
crapisieT 1-2 % oT Bcex 3ayaruil y yenoeka [28].
Cpenu crioHTaHHBIX a0OpTOB YacToTa TUIoNOB 45,X
HauOosee BbIcOKka W pocrturaer 17%. Bepkusae-
MOCTh 3MOPHOHOB C JIaHHOW XPOMOCOMHOH aHOMa-
el Kpaiine HU3Ka — Oosee 99 % anMuMHUHUPYIOTCS
Ha pa3HbIX cTaiausx pa3Butus [14]. BoapmuHCTBO
SMOPHOHOB OCTaHABJIMBAIOTCSA B Pa3BUTHUA K 6 He-
nensim nocne 3adatusi. B 70% ciydaeB MiioaHBIMA
My3BIPh COJIEPIKUT AIEMEHTHhI IMOPHOHAIEHON TKa-
HHU, OCTAaTKH >KEITOYHOTO Memika. B omHOW TpeT:
oOHapyXHBaeTCsi MOP(OIOTHUECKA HEM3MEHEHHBIH
HEPa3BUBAIOIIAKCS 3apOJIbINI, COOTBETCTBYIOIIHIA
4045 nHam pa3Butus. Monocomus X y IUIOAOB
0osee TIO3THUX CPOKOB 3MOPHOHAIBHOTO Pa3BUTHS
COTPOBOXKIACTCS CHEIU(PUISCKUMH TPU3HAKAMU —
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OTEKOM IIEH, JIETKUX M TCHEPaTU30BAaHHBIM OTEKOM
wiona. Yacto 3TH NpU3HAKH COYETAIOTCS C 3alepiK-
KOl BHYTpUyTpoOHOrOo pa3Butus [12]. Hepenxo
y TUIOJIOB HaOMoAaroTes Je()eKThl HEPBHOU TPYOKH
[15], xoaprauus aoptel [12]. B ocHOBe maroreHeTu-
YEeCKOro MEXaHM3Ma paHHEH CMEPTHOCTH SMOPHOHOB
Cc MOHOcOMHEeH X JexaT BacKyJspHbIC aHOMAaJINU
1/WIK HapylIeHue OanaHca )KUAKOCTH, YTO IPUBOAUT
K HapyLICHUIO LUPKYISIUUK SMOPHOH — IUIALCHTa
1 M30BITKY KHJIKOCTH B opraHusme [12], a Takxke
muchyHKIUU 1arnenTsl [47]. CneacTBueM 3TUX Ha-
PYLICHUH Y HOBOPOKACHHBIX SBISIOTCS JUMQaTH-
YECKHH OTEK KHUCTEH M CTOI, KOPOTKasl CKiIagdaras
Ies, HU3KHE POCT U Macca Tea.

[Touemy BbpkHBaeT 1 % mnoaoB ¢ MoHOcomuei X?
Pe3ynbTarel IUTOrEHETHYECKOTO U MOJEKYIJISIPHOTO
HCCIIeI0OBaHUM OKa3aIM, YTO MO3anyHast opMa Mo-
Hocomuu X BbIsiBIIeHa y 7,4 % CIIOHTaHHBIX a0opTy-
COB, B TO BpeMs KaK y HOBOPOXKJICHHBIX MO3aHLIU3M
MOJIOBBIX XPOMOCOM MOKeT nocturatb 82% [24].
Ot HaOMIONEeHNs MO3BOJIMIN BBIABUHYTH THIIOTE3Y
0 TOM, YTO XPOMOCOMHBIH MO3auLM3M (COUETaHHE
B TKaHSIX WHAWBUAYyYMa KJIETOUHBIX JIMHUHA C pa3-
JIUYHBIM XPOMOCOMHBIM Ha0OpOM) HEOOXOIuM st
BBDKMBAHUS IUIOJIOB C MOHOCOMHUEH X-XPOMOCOMBI.
CormacHO 3TOH rUIOTE3€ BCE )KUBOPOXKICHHBIE C Ka-
puotunom 45,X — M03auKH, KOTOPbIE UMEIOT B Op-
raHax, TKaHsX JOMNOJIHUTEIbHbIEC KJICTOYHbIC JTUHUN
C HOpPMAaJbHBIMH WM a0EppaHTHBIMU IOJOBBIMU
xpomocoMamu [26].

Hcxons U3 TeopeTHueckux pacueToB, okoso 60 %
MAIUEHTOK ¢ KapruoTumnoM 45,X MOTryT OBITh MO3au-
Kamu 1o X-xpomocome, a 40 % — o Y-xpoMmocoMe.
B neiicTBUTEIBHOCTH «CKPBITBINY, T. €. HE BBISIBIICH-
HBIH TPaAMLMOHHBIMU LIUTOT€HETHYECKUMH METOa-
MH MO3aulM3M 1o X-xpomocome y OonpHbIX CILT
Bapeupyet ot 2,4 no 48 % [3, 24, 35, 53]. Yacrora
«CKPBITOTO» MO3auIHU3Ma 10 Y-XpPOMOCOME B HC-
CJIEZIOBaHHBIX Ipymnmnax Bapbuposana oT 0 go 61 %
[3, 38, 39]. B onnom uccnenoBanuu y 90 % nauueHToK
¢ MOHOCOMHEH X ObUTH BBISBIICHBI JOTOJHUTEIbHBIC
KJIETOYHBIE TUHUU ¢ X- U Y-Xxpomocomamu [21].

Hexortopsle nccienoBarteny mojiaraoT, YTO BbDKHU-
BaHME IUIOI0OB C MOHOCOMHUEH X MOXET ObITH 00yc-
JIOBJICHO CYILECTBOBAaHWEM OIPAaHMYEHHOTO IUIAlICH-
TOH MO3auLM3Ma W/WIM HaJMdhMeM MO3aulli3Ma Ha
PaHHMX CTAUSIX PA3BUTUS 3SMOPHOHA C TOCICAYIOICH
YTPpaTol TOMONMHUTENBHOMN KIETOUHOH TuHUM [34].

JlaHHBIE pa3HBIX ABTOPOB O XapaKTEPe MO3AULIN3-
Ma y manueHTok ¢ CHIT mokaspiBaroT, uTo B 0OIB-
muHCcTBe ciny4aeB (80—90%) mo3aunusM sBIsETCS
HUCTHHHBIM (IPUCYTCTBYET BO BCEX TKAHAX HE3aBH-
CHUMO OT MPOHMCXOXJICHHs), TOIa KaK MO3aHIIN3M,
OTPaHUYCHHBIN KJIETKAMH OJHOMN TKaHH, BBISBISICTCS
qumb B 10-20 % ciydaes. Kapuorun, ycTaHOBIEH-
HBI Ha TUM@oITax nepudepudeckoil KpoBH, 00b-

EKTHBHO OTPa)KaeT UCTHHHBIA KapHOTUI MAllMEHTOK
¢ CLIT. B 70-80 % ciy4yaeB ofiHA U Ta K€ KJIETOU-
Hasl JIMHUS IPEBAIUPYET BO BCEX TKAHSIX OPraHU3MA.
To ecTh npeoOaaHre OHON U3 KIIETOYHBIX JTUHUH
IpU MO3aUIM3ME COXPAHSIETCS B TKAHAX Pa3InUHOTO
npoucxoxnenus [3, 4, 7, 34, 35, 43].

Cy1ecTByeT MHEHHE, YTO HAJIWYUE JOTOIHUTEIb-
HBIX KJICTOYHBIX JIMHHUH MOBBILIACT KU3HECTIOCOOHOCTh
wiooB [25]. Pe3ynerarsl npeHaTalbHbIX AUATHOCTUK
HE TMOATBEPKIAIOT JaHHOE IMPEeNooKeHne. Tak, co-
IVIACHO HAIIMM HaOMIONEHUSIM B JUMQOLMTAX IyIO-
BUHHOI KPOBH IUIOAOB B JIBYX CIIy4asix ObUT BBISBIICH
Mozan3M X/XX, mpuyeM B OHOM ciydae mpeolia-
Jlajia aHeYIUIOMJHAs KJICTOUHAs! JIMHHUS, a B JPYTOM —
symionaHas. B TperbeMm ciydae Obuia BBISBICHA MO-
Hocomust X B ITOTpohodmacTe n Mozauu3M X/ XX
B IMMQouuTax IMynoBUHHON KpoBH 1u1oza. Bee Tpu Oe-
PEMEHHOCTH 3aKOHUIJIMCH THOEIBIO TU10/10B [ 1].

st imarHoCTHKY MO3aML3Ma HaMH pa3padoTaH
JITOPUTM J1IA0OPATOPHO-TEHETHYECKOTO 00CIeJOBAHMS
narmenTok ¢ CLUT (puc.). YaurtbiBas, 4To Hamu4re Ma-
Tepraia Y-XpoMOCOMBI KapJJMHAIBHO BIIUSICT HA TAKTHU-
Ky BeZieHUsI OOJBbHOM, TaK KaK MOBBIIACT PUCK 3JI0Ka-
YECTBEHHOTO MIEPEPOXKICHHS HE3PEIIOH TECTUKYIISIPHON
TKaHH, Ha [IEPBOM 3Tarle y HaleHTOK C MOHOCOMHEH X
W TIpU3HaKaMU MacKyluHI3au B oopasuax JIHK u3
nepruepuIecKoll KpoBU HCCIEAyeTCs HaJuIue Mare-
puana Y-xpomocombl MetonoM TP ¢ mpaiimepamu k
Pa3IMYHBIM JIOKycaM Y-xpomocoMsl. [Ipu ero orcyrer-
BUM B 00pa3Liax KpoBU ITOUCK MOXET OBbITh JAOMOIHEH
anaym3oM oopasnoB JJHK OykkansHOTo srmrenwst. [Ipu
MOJIOKUTEIIBHOM pe3yibTare 1esiecoo0pa3Ho MpoBesie-
uue FISH ¢ Y-ciermduansivu JIHK-30H1aMu Ha mipe-
naparax JUMQOLMTOB U OyKKaJbHOTO SIUTENHS s
ycranoBneHus: crpykrypbl der(Y). BakHo ormeruts,
YTO JaJIeKO HE Y BCEX MAlMEHTOK C MAaTepHaJIOM Y-Xpo-
MOCOMBI HaOJIONAIOTCS MPHU3HAKM MACKY/IMHHU3ALUH.
[losToMy mpH OTCYTCTBHM NPH3HAKOB MACKYJIMHH3a-
UM Y NALMEHTOK ¢ KapuoTUnoM 45,X peKOMEeHIyeTcs
nposenenne FISH-ananusa na npenaparax aumdoru-
TOB U 3aTeM — OyKKaJIbHOTO AIUTEIHS IS BBIIBJICHHS
JOTIOJIHUTEIJIBHOTO MaTepuaia X- 1 Y-XpOMOCOM.

Jannble 0 yacToTe (DEHOTHNUYECKUX MPU3HAKOB
y HalMEeHTOK C PA3HOM XPOMOCOMHON KOHCTUTYLIMEH
HeoiHO3HauHB!L. [1o TaHHBIM OOJBIIMHCTBA aBTOPOB,
¢enotunnueckas kapruaa CLUT nanGonee Beipaxke-
Ha 'y HOocHTesel uncToit popmbel MoHOCOMUM X [3, 4],
OJTHAKO M JUUIsI HUX XapaKTEPHO pa3HooOpa3ue KINHU-
YECKOM KapTUHBI.

JluteparypHble AaHHbBIe, Kacaroummecs (HEHOTH-
nmuuecknx nposasieHuil CILUT npum xpoMocoMHOM
Mozauimsme  45.X/46,XX;  45,X/46,XX/47,XXX;
45,X/47, XXX, CBHUICTENBCTBYIOT O 3HAYUTEIHLHOM
nonuMop(hu3Me KIMHNYECKOH KapTHHBI 3200/IeBaHHA.
B nenom, nanmare xiretouHon JTmHIN 46, XX «cMsTda-
eT» nposiBiieHne (peHotunuueckux npusHaxkos CILT:
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4yeM OoJibIle Y/IeNbHbIA BeC KJIETOUHBIX KJIOHOB C Ka-
puoTurioM 45,X B pa3HbIX TKaHAX, TEM Oollee BhIpaxKe-
Ha U MpUOIMKeHa K OCHOBHOH (hopMe — MOHOCOMHU
X — KIMHUYECKasl KapTUHA CUHApoMa [7].

deHoTHIT NanMeHToB ¢ Kapuotumnom 45,X/46,XY
Ype3BbIUaiiHO pa3HOOOpa3eH M BapbHUpyeT OT I0Y-
TH HOPMAJILHOTO MYKCKOTO JIO TIOYTH HOPMaJbHOTO
JKEeHCKoro ¢ HekotopbiMu npuszHakamu CIIT [43].
WuTepecHo, uto 90 % mozankoB 45,X/46,XY B mpe-
HaTaJbHBIA MEPUOJ UMEIOT HOPMAJIbHBIA MY>KCKOU
(enorun [13], B TO BpeMs Kak B MOCTHATaJILHOM
nepuoae Hanbosee 4acTo BCTPEYAIOTCS MALUEHTKU
c npusHakamu CHIT [43]. [Ipeobnananue KIeToK, Co-
JepKalMux Y-XpOMOCOMY, B TOHaTHOM I'peOHE B IM-
OpuoreHe3e 3aKOHOMEPHO MPUBOAUT K UGG epeHITn-
POBKe TOHaJ Mo My>kckomy Tuny [43]. Bmecte ¢ Tem,
He 00HapyKEHO B3aUMOCBS3H MEKAY COMaTHYeCKUM
[I0JIOM U KOJINYECTBEHHBIM COOTHOILIEHHUEM KIIETOK
¢ XxpoMocoMHOU koHcTUTyuei 45,X u 46,XY B kpo-
B WJIM B aMHMOTHYECKOM >kuakocTH [13]. He BbIsB-
JICHO B3aMMOCBSI3M MEX]y JOJIeH KIETOK ¢ KapuOTH-
noMm 46,XY B KpOBH U HAJTUUYMEM IMPU3HAKOB MAaCKy-
nuHu3anuy. JKeHCKui GeHoTHn y MaueHToB, HMEeto-
LIMX B TEHOME Marepuai Y-XpOMOCOMBI, MOKET OBbITbH
00yCIIOBJIEH JeNlelMel y4JacTKa, COIEpIKallero reH
SRY, myTauueil B caMOM TI'€HE, HEJOCTAaTOYHOCThIO
nponykra reHa SRY. AkruBHocTh SRY MOXeET ObITH

MoJIaBjieHa IByMsl 03aMu Ipoaykra reda DSS [36].
Crenyet, 01HaKO, OTMETUTh, YTO JaXKe IpeodaiaHue
X-MOHOCOMHOT'O KJIETOYHOTO KJIOHA NP KapUOTHIIE
45,X/46,XY He Bcerma conpoBoxmaeTcs (GpopMupo-
BanueM CILT. B ominuue ot pyaMeHTapHbBIX TOHA,
XapaKTEPHBIX JAJIs1 TOJTHOH MOHOCOMHH 10 X-XPOMO-
coMe, TOHa IbI ITpu Kapuoturie 45,X/46,XY acummer-
PUYHBI M HEPEIKO UMEIOT BHJ HEJOPA3BUTHIX TECTH-
KyJI C OAHOM CTOPOHBI M COCMHUTEILHOTKAHHON T0-
Hazbl ¢ Apyroi. CTpoeHne BHYTPEHHUX U HAPYKHBIX
MIOJIOBBIX OPTaHOB Y IaHHOH IPyMNIIbl OONbHBIX 3aBH-
CHUT OT (P)YHKIIMOHAJILHON aKTUBHOCTH CEMEHHUKA BO
BHYTpUyTpoOHOM Tiepuone [13].

CTPYKTYpPHble aHOMaIum roHOCoOM
Abeppanuu X-XpoMoCOMbI
Hzoxpomocoma X mo juMHHOMY miedy i(X

MOXET OBITh HPEACTAaBICHA MOJIHOM WIM MO3any-
HOW OPMOIi U SBISIETCS BTOPOH 110 4acTOTE XPOMO-
cOoMHOM aHomaimeit mociie MmoHocomun X (15-20 %
y manuentoB ¢ CHIT u 0,002 % cpenn HOBOpPOXK-
JneHHbIX) [17]. Y cnoHTaHHBIX abOpTYyCOB IO CpaB-
HEHUIO C )XKMBOPOXKIECHHBIMU 1(X(q) 0OHapyKUBaeTcs
O4YeHb penko. [IpuuMHa Takux pasnuuii HE siCHA
[44]. N30xpomocombl X MOTYT OBITH JIBYX THIIOB:
MOHO- ¥ TUIEHTPUYECKHE. Y NAalUEHTOK C N30XPO-
MOCOMaMH 110 JJIMHHOMY IUIedy X MMEETCs MOJIHas

Kapuorun 45,X |

OTcyTcTBHE IPU3HAKOB MaCKynHHngany

FISH ¢ THK-30H10M, Ccrieniu(puuHbIM K
MPULIEHTPOMEPHOMY pailoHy X-XpOMOCOMBI, Ha

npernaparax JuM(OLUTOB eprdepruueckoil KpoBu

IIPUCYTCTBUE OTCYTCTBUE

JOITIOJTHUTECIbHBIX JOIMOJIHUTCIIbHBIX
KJICTOYHBIX JIMHUN KJIETOYHBIX JTUHUN
C MaTepuaioMm C MarepuajioMm

X- XpOMOCOMBI

X- XpOMOCOMBI

Hannuue IIPHU3HAKOB MACKYJIMHU3allNN

N\

¢ mpaiiMepami, cnenuGUUHBIMU K Y-XpOMOCOMeE

Amnanus o6pasuos JIHK neiikoruron
nepudepudeckoit kposu metoaom [P

OTCYTCTBUC MaT€puaia TPUCYTCTBUC MaTepuajia

Y- XpoMOCOMBI Y- XpoMOCOMBI

FISH ¢ IHK-30H1aMu,cieUUIHBIMA

Amnanus o6pasios JIHK npyrux tkaneit merogom TP
¢ npaimMepamu, crielGUIHbIMU K Y-XpOMOCOME

K Pa3HbIM JIOKycaM X-XpOMOCOMBI,
aHaJIM3 APYTUX TKaHEeH s
YCTaHOBJICHUs pacIIpeeIeH s
KJICTOUHBIX JINHUWA M@Ky TKaHSIMU

\/

FISH ¢ IHK-30H1aMU,cICHUPUIHBIMA
K Pa3HBIM JIOKyCaM Y-XpPOMOCOMBI,
aHaIM3 APYTHX TKaHEH Jyis
YCTaHOBIICHHUS paCIIpE/ICIICHHS
KJICTOYHBIX JTHHUIH

Puc. AJ'Il"OpI/ITM na6opaTopH0-reHeTqucxoro 060J’le}10BaHI/IH MAaUEHTOK C CHHAPOMOM IHepemeBCKorofTepHepa

AKYPHATD ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEN

TOM LVI BbINYCK 1/2007

ISSN 1684-0461 W



60

KIIMHMYECKUE JIEKIITUH

WM YaCTUYHASI MOHOCOMHMS KOPOTKOT'O TUIeYa B cove-
TaHUM C TPUCOMHUEH JUIMHHOTO M OCTaBILEHCsS yacTu
KOPOTKOTO Tieya. YacTuuHasi MOHOCOMUSI KOPOTKOTO
IUIeYa BBI3BIBACT IOSIBICHUE THUITMYHBIX MPHU3HAKOB
CIUT (Hu3KHU# pOCT, HEIOPa3BUTHE BTOPUUHBIX IO-
JIOBBIX MPU3HAKOB U OCCIIOANE), TOI/IA KaK HAJTHYHe
TPOIHOM 103bI MaTepHuaa JJIMHHBIX I HE OKa3bl-
BAeT 3aMETHOTO BIUSHMA Ha (eHoTHI. B TO *e Bpe-
MsI OTMEYAETCs, YTO TOJIBKO 66 % marmeHToB ¢ i(Xq)
numerotT xapakrepHslil penorun CTLI [2].
JanHble 0 pEeHOTUNHMYECKUX MPOSIBICHUAX Jelie-
uii 1auHHOrO (Xq-) ¥ KOPOTKOro (Xp-) miaed X-Xpo-
MOCOMBI MHOTOYMCIICHHBI M HEOAHO3Ha4YHBL. B 11e-
JIOM MOKHO OTMETHUTb, YTO AETCUUU X-XPOMOCOMBI
MIPUBOJST K MEHEE BBIPAKCHHBIM (DEHOTHIINYECKUM
aHOMAJIMSIM, YeM MoiHas Gpopma MoHocomun X. Tak,
TOJBKO y 65 % mauuenTok ¢ aeneuued Xp uy 93 %
MAIMEHTOK ¢ Jesienuelt Xq oOHapyKuBaeTcs Jucre-
He3us roHaq. Y 88 % Hocureneit Xp- u'y 43 % Ho-
cuteneit Xq- BBISBISIIOT HU3KUM pocT [52]. [Ipu sTom
JeNeiny npokcuManbHoro paiiona Xp (Xpl1) B 50 %
CJlyyaeB BBI3BIBAIOT IEPBUYHYI0 aMEHOPEIO, B TO
BpeMsl KaK MHTEPCTHLHAIbHBIC ACTCUUU LEHTPAIIb-
HOro paiioHa Xp u geneuuu guctanbHee Xp2l —
BTOPUYHYIO ameHopero [44].

Jeneuun IIMHHOTO 11eda X-XpOMOCOMBI BIIUSIOT
Ha [I0JI0BOE Pa3BUTHE, HO HE CONPOBOKAIOTCSI CEPhE3-
HBIMHM COMaTHYECKUMU HapylieHusaMu [36]. [Ipu stom
y MalMeHTOK C OJMHAKOBBIMU JCTCLUSIMU AUANa30H
AQHOMAJIMI PENPOSYKTUBHON CHCTEMBI MOKET BapbH-
pOBaTh OT MEPBUYHON aMEHOPEH M TOHAJHOTO JMCTe-
He3a /10 BTOPUYHON aMEHOPEH M INPEXkICBPEMEHHON
MeHomay3bl. Kpome Toro, pasmep AeneTHpOBaHHOTO
yuacTka X( He BIUSIET Ha CTeNeHb JUC(HYHKIIMU TOHA
U BpeMsl HACTyIUIEHUsI MeHonay3bl [11].

B ommume ot menenmii AyruiMkanuy Marepuana
KaK KOPOTKOTO, TaK M JUIMHHOTO Iuied X-XpOMOCO-
MBI, XOTSI ¥ COIPOBOXKAAIOTCS] HAPYLICHUSIMUA COMa-
THYECKOT0, TICHXOMOTOPHOT'O U ITOJIOBOTO Pa3BUTHS,
onHako He Bcerga npuBogsaT K CLUT. [Tonaratot, yto
pasnnuus B U3NYECKOM U IICUXOMOTOPHOM pa3BH-
THH MOTYT OOBSICHATBHCS pa3MepoM AYIUTULMPOBAH-
HOTO y4YacTKa, SKCIPECCHEH PELEeCCUBHBIX MYTaHT-
HBIX T€HOB Ha aKTUBHOW HOpMaJIbHOU X-XpOMOCOME,
CIIy4allHOM WJIM NPEeUMYyIIECTBEHHON MHAKTHUBALIUEH
HOpPMAaJTBHOH 1 abeppaHTHON X-XpOMOCOM (TIpH 3TOM
4acTh KJIETOK OyAeT HECTH /1B aKTHUBHbIC KOIIMH Te-
HOB, PacIOJIOKEHHBIX B AYIIMIIMPOBAaHHOM paioHe,
BMECTO OJIHOW) TKaHecHeUU(UUHBIMU Pa3IMUUSIMU
B MaTTepHe nHakTuBauuu [19, 41].

[lapaneHTpuyeckie M NEPULEHTPUUECKUEC HH-
Bepcud X-XpOMOCOMBI TaKK€ MOTYT TPUBECTU
K (popMHpOBaHUIO aHOMAIBHOTO (PEHOTHIIA, IPHUH-
HOW 4ero MOryT OBITh HapyLIeHUS HYKJICOTHIHOU
MOCIIeI0BAaTEILHOCTH B TOUKAX PAa3phIBa, & TAKKE U3-
MEHEHHUS MOCIIe0BATEIbHOCTH caMHUX IeHOB [16].

KonpreBast X-xpomocoma (r(X)) obOpasyercs
B raMETOTCHE3€ MM Ha PaHHHUX CTaAUsIX 3MOpuore-
He3a IyTeM YTpaTbl KOHLEBBIX OTAEJIOB JJIMHHOTO
M KOPOTKOT'O Ijied X-XPOMOCOMBI U 3aMbIKaHHS OC-
TaBIINXCS yYaCTKOB B KOJIbIIO. JlaHHAs XpOMOCOMHas
abeppauus coctasiusier 20-23 % oT Bcex aHOMaIMN
X-XpOMOCOMBI U BCTPEYAETCS TOJIBKO B MO3aHYHON
(hopme, 9TO OOBSCHSETCS ee KpalHell HecTaOWIb-
HOCTBIO B MPOLECCE KIETOYHBIX AeneHuid [17]. De-
HoTUTIUIeCcKuit AP dexT r(X) BapuabeabHBIN: Y 4aCTH
OOJIBHBIX HAOIONAIOTCS TsDKeNlash YMCTBEHHasl OT-
CTaJOCTh, AHOMAJIMU JIMLIEBOTO CKEJIeTa, CHHIIAKTH-
THsT MATKUX TKaHEH, B TO BpeMsi KAK MHOTHE KJlac-
cuueckue npusHaku CILUT moryr oTcyTcTBOBAaTH.
VY ocTanbHBIX BBISBIISIOTCS XapaKTepPHbIC MTPU3HAKU
CIUIT (xax npu moHocomuu X). Pazmuuus tsoxectn
3a00neBaHus OOBSACHIIOT (PYHKITMOHATBHBIM COCTOS-
HHEM T'€HETHYECKOr0 MaTepHajia KOJbLEeBOH X-Xpo-
MOCOMBHI [8].
Abeppanun Y-XpoMoCOMBI

Oxono 6% mnanuentoB ¢ CHIT umeror xpomo-
COMHBII HabOp, copeprKaIluil KICTOUHYIO JIUHHUIO CO
CTPYKTYPHO aHOMaJIbHOM Y-XpoMocoMoH. JIuieHT-
pHUYECKHE XPOMOCOMBI — OJIHA W3 HamboJjee 4acto
BCTPEUAIOIINXCS CTPYKTYpHBIX abeppaunii Y-xpo-
Mocombl y OonbHBIX ¢ CLUT [27]. B GonpmuHCTBE
Clly4daeB KJICTOUHAs! JIMHUS ¢ a0eppaHTHON Y-XpoMo-
COMOM coueTaeTcs C KICTOUHOM JImHueH 45,X.

@DeHOTUT MAIMEHTOB ¢ MO3aUYHBIM KapHOTHIIOM
45,X/46,X,der(Y) MoxxeT BappupOBaTh OT HOPMallb-
HOTO MYXCKOTO JI0 HOPMaJbHOTO >KeHCKoro. Bce
MNAalUEHTKH C KeHCKUM (DEHOTHIIOM MMEIOT HU3KHMN
pocrt, auchyHKIuo ronan. OgHako GEeHOTUNNYECKHE
ocobenHoctH, xapakrepusle s CLUT, mpusnakn
BUPWIM3ALUH, TOHaZ00JacTOMa MOTYT IPUCYTCTBO-
BaTh y OIHUX U OTCYTCTBOBATh y JPYTUX MALEHTOB
[9, 27]. Takoe pazHOOOpasue GEeHOTUIIOB OOBSICHSIOT
TEM, YTO COMAaTHYECKHH M0 ¥ PEHOTHITNYECKUE TIPH-
3Haky CIIT y manumeHTOB ¢ MarepuaioM Y-XpoMo-
COMBI OOYCJIOBJIEHBI HE TOJBKO HAIUIMEM/OTCYTCT-
BHEM HUHTAKTHOTO MoOJIoNpenenstonero reua SRY,
HO U pa3MepoM KieToyHou nuHuu 45,X U COOTHO-
HICHUEM KJIETOYHBIX JUHUN ¢ MOHOCOMMEH X- miu
Y-XpoMOCOMBI B pa3HbIX TKaHIX 3apozblia [9].

@DeHOTU MAIMEeHTOB ¢ TpaHciaokauuaMu X/Y
3aBUCHUT OT TOT0, Kakoi paiioH X- win Y-XpoMOCOM
JeNICTUPOBAH.
MapkepHble XpOMOCOMBI

20 % namuentoB ¢ CHIT umeroT XpoMOCOMHBII
Ha0Op, BKJIIOYAIOLIMH KJICTOUHYIO JIMHHIO C Map-
kepHO xpomocomoit [30, 34]. BoabmmHCTBO Ta-
KHX MapKEpHBIX XPOMOCOM SIBJISIIOTCSl AepHUBaTaMu
X-xpomocoMsel [30], okono 6% — Y-XpoMOCOMBI
[24, 30]. YcraHoBiIEHHE MPHUPOABI MAPKEPHOU XpO-
MOCOMBI M €€ XapaKTepUCTHUKA Ba)KHBI JAJISI MOCTa-
HOBKM JTMarHO3a M TaKTUKU JICYCHUS B CBSI3H C IO-
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BBIILICHHBIM PHUCKOM 3JI0Kau€CTBEHHOTO MEPEepOXKIe-
HUS TOHAJI IPY HAIMYKUU MaTepuaia Y-XpPOMOCOMBI.
Crnenyer OTMETHUTBH, YTO HPHUCYTCTBHE MapKEpHOU
XPOMOCOMBI, BKJIIOYAIOIIEH Marepuan Y-XpoMoco-
MBI, CONPOBOXKAAETCS 00JIee «MATKUM» MPOSBICHU-
em CHIT [49].

Ponurenbckoe npoucxoxaeHue X-XxpoMocoMbl
npu kapuorurne 45,X

[Tokazano, uto B 69-90 % ciy4aeB MOHOCOMUH
X mpUCyTCTBYET MaTepuHcKas X-xpomocoma [3, 30].
JlaHHbIE O TPEUMYILECTBEHHOW TIOTEpPE OTLOB-
ckoil X- nian Y-XpOMOCOMBI Y JIML] C MOHOCOMHUEN X,
a TaroKe pa3nuyus QyHKIMOHAIBHONW aKTUBHOCTH TO-
MOJIOTHYHBIX XPOMOCOM B 3MOpuoreHese [5] mo3Bo-
JIVJTA BBIABUHYTH TUIIOTE3Y O BIMSIHUU POAUTEIBCKO-
'O IPOUCXOXKICHUS €MHCTBEHHON X-XPOMOCOMBI Ha
JKU3HECTIOCOOHOCTH TuTona [29].

Tak, moka3zaHO, YTO y CIIOHTAHHBIX a0OPTYCOB
€IMHCTBEHHAs X-XpOMOCOMa dYalle HWMEET OTLOB-
CKOE [TPOUCXOXKICHHUE, YTO MOKET CBUAETEIILCTBOBATh
0 TOHMXECHHOW XM3HECNOCOOHOCTH IUIOAOB € XP
[29]. Onnako xakux-TuOO0 aHOMANHWW pa3BUTHUS
y abopTycoB ¢ XP, OTIIMYHBIX OT TAKOBBIX y A00PTYyCOB
¢ X™, He BBIABICHO. Pe3ynbTarhl Ipyrux uccienona-
HUH CBUAETEIBCTBYIOT 00 OTCYTCTBUH JIOCTOBEPHBIX
paznuuuii B yactore XP 1 X™ MEXIY CIIOHTAHHBIMU
abopTycamu, IJI0IJaMH BTOPOTO U TPETHEr0 TPUMECT-
pOB OEpPEMEHHOCTH M HOBOPOXICHHBIMU [24]. DTH
HaAOMIOAEHUST CBUICTEIBCTBYIOT O HE3HAYMTEIHHOM
BKJIa/I¢ UMIIPUHTHHIa TCHOB X-XpPOMOCOMBI B ITPEHa-
TaJNbHBIA TIEPHOJL PA3BUTHSI YEJTOBEKA.

JluteparypHble AaHHBIE O POJM T'€HOMHOIO HM-
npuHTHHra B (eHotunnueckoMm mpossiennn CIIT
TaKOKe HEOTHO3HAUHBI. Pe3ynbTaTsl MHOTHX HCCIEHO0-
BaHMH CBHIETEILCTBYIOT 00 OTCYTCTBUHM (DEHOTHITH-
YECKUX PA3IMUUN y MAUEHTOK ¢ MOHOCOMUEH XP nin
X™. Tak, He BBISIBIICHO KOPPEISIIUT MEKIY POJUTEIIb-
CKHM IIPOMCXOKICHUEM EAMHCTBEHHON X -XPOMOCOMBI
1 CPOKOM I'eCTaliH, POCTOM M BECOM HOBOPOXKICHHBIX
neBodek. He oOHapyXeHO BIMSHMS POAUTEIBCKOTO
MIPOUCXOXKACHUA X-XpOMOCOMBI Ha Takue (EHOTH-
nmueckre npusHaku CLIT kak aHOMaluu MOJIOBOTO
PasBUTHSL; LIMTOBUAHAS TpyIHas KIETKA; IIMPOKO
paccTaBlIeHHbIE COCKH; ne(opMalisl JIOKTEBBIX CYC-
TaBOB; HU3KHH POCT BOJIOC Ha IlIE€; MHOKECTBEHHbIC
MIUTMEHTHBIC TSITHA; AaHOMAJIMK CIIyXa; aHOMAaJIUH T10-
4ek; KopoTkue [V MerakapnaibHbIe CycTaBbl;, TUMQO-
nemust; OnedaponTos; ayTOMMMYHHBIE 3a00JICBaHUS;
MHOIHS; OCTEOIOPO3; CHOHTAHHOE Pa3BUTHE BTOPHY-
HBIX TIOJIOBBIX IPU3HAKOB; CHOHTAHHBIE MEHCTPYaLUN
[3, 33, 40]. Hauubie onnux aBTopoB [40] o ToM, 4TO
KapAMOBACKYJSIPHbIC aHOMAJIMM U LICHHBIC CKIJIAJAKU
BBIABJIAIOTCS TOJIBKO Yy MAalMEHTOK C MaTepUHCKON
X-XpoMOCOMOH, onpoBeprarorcs Apyrumi |3, 33].

KpaiiHe mHTEpEeCHBIMU OKa3aJUCh JAHHbBIC aHT-
JuicKUX aBTOpoB [20], MOKa3aBHIMX, YTO JEBOYKU

C €AMHCTBEHHOM OTLHOBCKOM X-XpOMOCOMOM JIy4llie
aJanTUPYIOTCS B OOIIECTBE, UMEIOT JydYllde TII0-
Ka3areJd Mo BepOalbHBIM TCHUXOJIOTHUYECKHM TeC-
TaM, 4eM JCBOYKU C MATEPUHCKON X-XpOMOCOMOI.
PesynbraTel 1MOMOOHBIX 00CIIEOBaHUN 3T0POBBIX
Ol CBUAETEIBCTBYIOT, YTO MY>KUHHBI, KOTOPBIS
UMEIOT EMHCTBEHHYI0 MaTePUHCKYI0 X-XPOMOCOMY,
UMEIOT XY/IINE MOKa3aTelld CONMAIbHON a/IanTaIliu
o cpaBHEHUIO ¢ keHIMHaMu [48]. [lokazaHo, uTO
Takoe 3a00JeBaHUE, KaK ayTH3M, BBISBICHO TOJIBKO
y nesodek ¢ CIIT ¢ marepuHckoi X-XpoMOCOMOM
[20]. DT HaOMFOAEHUS TIO3BOIMIIN IPETOIOKHTD,
YTO CYMIECTBYET T€HETHUYECKHU JIOKYC IUIS «COIHU-
aJbHOTO TIO3HAHHA», KOTOPBIH WMIIPHHTHUPYETCS
W HE JKCIPECCHUPYETCs, eCIIM HacJeIyeTcs OT Mare-
pu. B T0 ke BpeMst Ha OTLOBCKOM X-XpOMOCOME 3TOT
JIOKYyC (PYHKITMOHAJIHHO aKTHBEH M HE MMIIPUHTUPY-
ercsi B Mmeiiose. [IpeanonokuTenbHO JIOKyC pacro-
JIOKEH B PUIIECHTPOMEPHON 00JaCcTH JUTMHHOTO HITH
KopoTkoro 1mied X-xpomocombl (Xpl1.23-Xq) [32].
HccnenoBanust 3aBUCHMOCTH BepOanbHOW M HEBEp-
OaJIbHOM TMaMATH OT POIUTEIBCKOTO IMPOUCXOXKIE-
HUsl X-XpOMOCOMBI MokKa3zanu, 4To AeBouku ¢ CLIT
C OTLIOBCKOM X-XpOMOCOMOH MO 3TOMY MOKAa3aTelto
HE OTIIMYAIOTCS OT KOHTPOJIBHOW TPYNIbI (IEBOYKH
C HOpPMalbHBIM KapuoTHIoM 46,XX), a JeBOYKH
€ MaTepUHCKON X-XpOMOCOMON — MO MOKa3aTesM
BH3YaJIbHO-TTPOCTPAHCTBEHHOW (MOTOpPHOM) mamsi-
TH. DTH JAaHHBIE TIO3BOJIMIIN TPEAIIONOKUTH, YTO HA
X-XpoMOCOMe €CTh OJINH WK 00JIee UMIPUHTUPOBAH-
HBIX T€HOB, OTBEYAOIINX 32 (PyHKIINIO TaMATH [22].

3akovyeHune

3a npoweamue 80 JeT nocie NepBoro OMUCaHUs
6ospHoM CILT 6bUTH OCTUTHYTHI OTPOMHBIE YCTIEXH
B M3YUYCHUH KIMHUKH, 3THONOrNH, natoreHesza CIIT,
JICYCHUHU U COLMAIIEHOM ajanTaiuu 0oabHbIX. OnHa-
KO CIIe/lyeT MPHU3HaTh, YTO MHOTHE 33/1a4l OCTAIOTCS
HepemeHHbpIMHU. Tak, 10 CUX IMOp CBEJCHHS O TeHe-
tuaeckux aerepmunantax CLUT nocsaT dpparmentap-
HBII XapaKTep, OCTAeTCs CHOPHBIM BKJIAJ]] UMIPHH-
TUHTa B SMOPHOHAJBHYIO THOEIb IUIOAO0B C KapHo-
tunoMm 45,X, a taxxe B pazputue cumntoMoB CHIT,
00CyXTaeTcss KOppemsius CTEICHH BBIPAKEHHOCTH
U COYETAHUE OTACIBHBIX CHMIITOMOB C KaKUM-IHOO
OTIpe/ICTICHHBIM THUTIOM aHOMAJIBHOTO KapUOTHUIIA.
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CURRENT OPINION ON TURNER'S SYNDROME
Vyatkina S. V., Kuznetzova T. V.

m Summary: The paper reviews specificity of phenotypic signs
and reproductive function, depending on karyotype abnormalities,
including pure and mosaic monosomy X, structural alterations of
X- and Y-chromosomes and parental origin of the monosomy
X. Genetic determinants of the syndrome phenotypic signs are
described. The algorithm for laboratory-genetic examination of
monosomy X carriers is suggested.

m Key words: Turner’s syndrome; 45,X karyotype; structural alte-
rations of gonosomes; mosaicism; parental origin of the monosomy X
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