OTH npuMepbl, KOHEYHO NPEICTaBISAIOT COO0M HE MOJIHBIIA 0030p BCETO TOrO
MHO>KECTBa CIOCO00B, KOTOPHIMU (DH3HKA PeaTn3yeTcs B KUBBIX CUCTEMAX.
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AHHOTAINS

Cunnpom TepHepa - peakoe 3a001€BaHUE Y KEHITUH, CBI3aHHOE C MOJHOU
WIM YaCTUYHOU MOTEPEl 0JTHON X-XpOMOCOMBI, 4aCTO MPU MO3AaUYHOM KapHOTHIIE.
Cunnpom TepHepa CBsi3aH C HU3KUM POCTOM, 3aJ€P>KKOW TMOJOBOTO CO3pPEBaHMS,
JUCTCHE3UEH SIMYHUKOB, THIEPrOHAIOTPOINHBIM THUIIOTOHAAN3MOM, OECIIOIUEM,
BPOXKICHHBIMH ~ TOPOKaMHM  CepJlld,  OSHIOKPHUHHBIMA  pPacCTPOMCTBaMHU,
OCTEONOpPO30M M ayTOMMMYHHBIMH paccTpoiictBamu. HecMmoTpst Ha dacto
Opocaromuiicss B T7a3a (EHOTHUN, 3aJepKKa JHATHOCTHKA MOXET OBITh
3HAYUTEIHHOM, a CPETHUN BO3PACT HA MOMEHT MOCTAHOBKHU JUArHO3a COCTaBISACT
okoso 15 ner. O6mmpHOe mcmonb3oBanue metonoB IIIIP u FISH B xnmmHUKO-
nuToreneTndeckoM obcnenoBanuu mnamueHTok ¢ CIUT mo3Bomuino HE TONBKO
oOpaTUTh BHHUMaHUE Ha MpoOJeMy "CKPBITHIX MO3aWKOB" CpelH TMAalUEeHTOK C
MoHOocomuer X  (He  OOHApY>KEHHBIX C  MOMOIIBI  TPAJAUIMOHHOTO
[IUTOTEHETUYECKOTO HCCIEAOBAHMS), HO U TOATBEPIUTh HAIMYNE MEKTKAaHEBOTO
Mozantm3ma. OJHAKO 10 CHX TOp HE TOJBKO OTCYTCTBYET €IWHAs Mporpamma
nabopaTopHo-reHeTndeckoro obcnenoBanus manmueHTok ¢ CIIT, Ho maxe He
VHUQUIIUPOBAHBI ~ TUATHOCTUYECKHE  KPUTCPUU  OICHKM  XPOMOCOMHOTO
MO3aulu3Ma TPU TMPUMEHEHHH MOJICKYJISAPHBIX W MOJICKYJISIPHO-TEHETUYECKUX
METOJIOB aHAJN3a aHEYTUTOWIHH.
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KiaroueBble ciaoBa: cunapom TepHepa, KapUOTHUII, MOJEKYJISPHbIE H
MOJIEKYJIIPHO-T€HETUYECKUE METObl aHAJIN3a aHEYIJI0IUN

ABSTRACT

Turner syndrome is a rare disease in women associated with the complete
or partial loss of one X chromosome, often with a mosaic karyotype. Turner
syndrome is associated with low growth, delayed puberty, ovarian dysgenesis,
hypergonadotropic hypogonadism, infertility, congenital heart defects, endocrine
disorders, osteoporosis and autoimmune disorders. Despite the often conspicuous
phenotype, the delay in diagnosis can be significant, and the average age at the time
of diagnosis is about 15 years. Extensive use of PCR and FISH methods in clinical
and cytogenetic examination of patients with SHT allowed not only to pay attention
to the problem of "hidden mosaics" among patients with monosomy X (not detected
by traditional cytogenetic examination), but also to confirm the presence of
interstitial mosaicism. However, not only is there still no unified program of
laboratory genetic examination of patients with SHT, but diagnostic criteria for
assessing chromosomal mosaicism have not even been unified when using molecular
and molecular genetic methods of aneuploidy analysis.

Key words: Turner syndrome, karyotype, molecular and molecular genetic
methods of aneuploidy analysis

AHHOTALIUA
Tépuep cuHapoMu-0y X XpOMOCOMACHHHMHT TYJIHK KU KHCMaH HYKOIHIIH

Ownan OoOFnuK OYynraH aémiapia KaMJaH-KaM ydpalJuraH KacallIuK, KYIHHYA
MO3auK KapuoTHN Typu OwnaH. TE€pHep CHUHAPOMM TACT YCHUI, KEUYUKTUPUITAH
Oasorar €mM, TYXyMJIOH JTUCTCHE3UACH, TUIEPTOHATOTPONUK TUIIOTOHAIU3M,
OemyImTINK, TyFMa IOpak HYKCOHJApH, SHAOKPUH KacaJUTMKJIap, OCTEONOpo3 Ba
ayOTOMMMYH Kacautikiap OunaH Oofnuk. K¥ysra tammanaguran ¢eHoTunra
Kapamal, TAIXUCHUHI KEUUKHUIIU CE3UIapiau OYIUIIM MYMKHH Ba TallXHC KYyHHUII
naTy yprada €m taxmuHad 15 €mHu Tamkwn kwiagu. T 6unaH kacamiaHraH
O6emoprnapHu KIMHUK Ba muToreHeTwk Tekmmpumiaa [13P Ba FISH ycymnapunan
KeHr doimananum HapakaT MOHOcOMHUA X OWJIaH OFpuUTaH OeMopiap opacuaa
"smMpuH Mo3auka" MyamMMocura 3bTHOOp Oepuiira, OajlKd HWHTEPCTULIHAAI
MO3aUKaHUHT MaBXYyJIJIUTUHU TacauKIamra uMkoH oepau. [y ownan Oupra, 1T
OwilaH KacayulaHTaH OeMopiapHU Ja0OpaTOpWs TEHETHUK TEKIIMPUITHUHT STOHA
JAaCTypu MaBxXyJl 53Mac, Oallku aHeyIUIOWJus TaXJIMJIMHUHT MOJEKYJsip Ba
MOJIEKYJISIp TEHETUK YycyJulapujaH ¢oiganaHraiga XpoMocoMa MO3aUKACUHU
0axoJalIHUHT AUArHOCTUK ME30HIapHu XaM OupialiTUpUIIMAraH.
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Kauur cysuaap: TépHep CHMHAPOMH, KAPUOTHUII, AHEYTUIOAUS TAXJIUIUHUHT
MOJIEKYJISIP Ba MOJIEKYJISIp TEHETUK YCYJUIapy

I[Ipumepno  50%  HapymieHuid  XpoMOCOMHOTo  Habopa  cpeau
HOBOPOK/IEHHBIX OTHOCSITCSI K U3BMEHEHUSIM TIOJIOBBIX XpoMocoM (6,10). AGeppaunu
ayTOCOM Yallle MPUBOJAST K (POPMUPOBAHUIO TOPOKOB HECOBMECTUMBIXC KU3HBIO, B
oTau4Me oT adeppaluii MoiaoBbIX XpoMocoM. Ho mosioBbie XpOMOCOMBI TJIaBHbIE
HOCHUTEJIM TE€HOB, KOTOpPbIE OTBEYAIOT 3a JACTEPMUHALMIO IM0Ja, MO3TOMY HX
KOJIMYECTBEHHbIE WJIM KAUYECTBEHHBbIE M3MEHEHHUs OTPaKaloTcsi B IOJIOBOM
pasButuu (2,16,21).

CUHIPOM HIEPEHIEBCKOI'O-TEPHEPA

3HAUUTEIPHOE MECTO CpeIud XPOMOCOMHBIX  OoJjie3HEHl,  KOTopble
BCTPEUAIOTCS Y JKCHILMH U CBA3aHHBIX C aHOMAJUSMU X-XPOMOCOMBI, 3aHUMAET
cunapom IllepemeBckoro-Tepuepa (CHIT). Ilo gaHHBIM pa3HBIX aBTOPOB YacTOTa
CHIT npumepno ot 1:1500 no 1:5000 HOBOpOXACHHBIX AeBouek (8,13,19,20,23,29).

Brnepsoie B 1925 roay 6bu1a onrcana nanpenTka 20 jeT ¢ NEepBUYHON

aMeHopeel, OTCYTCTBHE BTOPUYHBIX MOJIOBBIX MPU3HAKOB U HEJAOPA3BUTHE TOHA,
a TaKke C JAPYTMMHU aHOMAJIMSAMU Pa3BUTHUS, TAKUMHU KaK HU3KHUWA POCT, IIUPOKas
koxHas ckiagaka Ha mee H.A. lllepemeBckum. Cunapom lllepemeBckoro- Tepuepa
obu1 ospoOHo omnucan B 1938 roxy I'.Teprep. B 1956 roxy Ob1710 yCTaHOBIJIEHO,
YTO BO3HUKHOBEHUSI CHUHIpPOMA CBSI3aHO C OTCYTCTBHEM OJHOW M3 IOJIOBBIX
xpomocoM (32,33). B 1959 rony ®opaom u co aBTOpaMu OBLIO MOATBEPHKIACHO
Hanuuue y nesodek ¢ CIIT 45 xpomocom — 44 aytocomsl + X - kapuotun 45,X

(Fordetal., 1959; uut. mo Bepiunckas, 1965). Ho 1965 romy O0b110 BBISIBICHO
pazHooOpa3ue CTPYKTYpHBIX aHOManuu X- U Y-XpOMOCOM B COYETaHUU C

MO3aUIIU3MOM, KOTOPBIE TAKKE MPUBOAAT K PEHOTUITY U CXOKUM aHOMAIIUAM
pa3Butud kak npu CIIT (12,15,28,34,35).
Denomunuyeckue ocobennocmu. K OCHOBHBIM (PEHOTHUIMUYECKUM MpPHU3HAKAM
CUIT otHOCsTCS: MOMOBOYM MH(GAHTUIU3M, HU3KHA POCT, YKOPOUCHHUE MU, HU3KUN
POCT BOJIOC Ha II€€, KPhUIOBU/IHBIE CKIAJAKU HE LIee IIUTOBUJIHAS TPYyHAs KIIETKa,
COCKOBBIM TUIIEPTEIOpHU3M (LIUPOKO PACCTABICHHBIE COCKH), aHTUMOHTOJIOUTHBIN
pa3pe3 ria3, BBICOKOE W Y3KO€ TBepaoe He0O0, HapylleHHEe AepMaTOrNIH(UKH,
nedopmarys JIOKTEBBIX CYCTaBOB, YKOPOYEHHE HEKOTOPBIX TISICTHBIX KOCTEH,
MHOXECTBEHHbIE MTUTMEHTHBIE MSATHA, TUIIOIJIACTUYHBIE HOTTH, PA3JIMUYHbIE TOPOKHU
pa3BUTHS, MOJKOBOOOpA3Has MOYKA, CTEHO3 YCThSl aOpPThl, KoapTamus (CyKEHHE)
aopThbl, JTUM(pAHTUIKTa3UM HA THUIBHOM cTOpoHe kuctedt u crtom (3,14,17,26).
VBenuueH pHUCK pa3BUTUS TaKuX 3a00JieBaHUN Kak JualeT, TOBBIIICHHOE
apTepualbHOE JABJICHHE, apTEPUOCKIEPO3, HIIeMudecKkas O0Je3Hb cepala,
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BacKyJsipHble Oone3nu Mosra (1,22), remarosornueckue OO0JN€3HU, HApPYIICHHS
JUTMAHOTO U MHHEPAIbHOTO OOMEHa, HapylleHHs ciyxa, ocTteomnopo3 (8,9),
TUPEOUIUT XalUIMMOTO, AayTOMMMYHHBIM THUpEeOuAHbId cuHapom (14). VY
OOJILIIMHCTBA OOJBHBIX MHTEIEKT COXPAHEH, HO MHOTHE U3 HHUX HUCIHBITHIBAIOT
TPYAHOCTH C COLMAJbHOW ajanTaluei, TecTaMd Ha HeBepOaJbHbIE, BU3YaJbHO-
MIPOCTPAHCTBEHHBIE, BHU3yallbHO-OOBEKTHBIE, MOTOPHBIE U BU3YyaJIbHO-MOTOPHBIE
CIIOCOOHOCTH, a TaK)K€ BHUMAaHHEM, CYETOM M maMsaThio (8,30).

Penpooykmuenvie ¢pynkyuu. Yactuunas wid MojHasi MOHOCOMUSL X MPUBOIUT K
aHoMmasiuu sMOpuoreHe3a rouaj. Jlo koHna 3 Mecsia BHyTpUYTPOOHOTO pa3BUTHUS
SUYHUKA HE OTJIMYAIOTCS OT SIMYHUKOB HOpMalibHbIX XX 5MOpuoHoB. Ha
CIENYIONIMX 3Tanax -AMOPUOHAIBHOTO pPa3BUTHUS MPOUCXOJUT pa3zpacTaHue
COEIMHUTEIBHONW TKaHU U MPOTpeCcCUpYIONIas JereHepanusi TepMUHAIBHBIX KIETOK
(4,36). T'oHaabl B3pOCIBIX MAIMEHTOB MPEACTABICHbI COCIUHUTEILHOTKAHHBIMU
TSDKaMHM, TJI€ HaXOASAT JUOO0 coBeplieHHO HeaudQepeHIIupOBaHHBIE PYAUMEHTHI,
MOJIOBasi TMPUHAJJICKHOCTh KOTOPBIX HE YCTAaHABIMBAETCS, JUOO PYIUMEHTHI
KEHCKUX TOoHaJa 0e3 OBapHalIbHBIX 3J1IeMEHTOB.CIOHTAHHOE Pa3BUTHE BTOPUUHBIX
MOJIOBBIX MpU3HaKoB 0OHapyx)uBaeTcs y 5- 20% 6onbubix ¢ CIUT (y 14% GonbpHBIX
¢ kapuotunom 45X u y 32% - ¢ Mo3zanuHoil gopmoii MoHocomuu X WM CO
CTPYKTYpPHBIMH II€pecTpoiiKaMu X- XpOMOCOMBI), TOTJa KaK CIIOHTAHHbIE
MEHCTpyaluu — Jumb y 2-5% O6o0nbpHBIX (27,36). Mopdoaoruiyeckd TUITHYHBIC
AUYHUKA Bu3yanusupytorcs y 18% Oompubix ¢ CLOT (10), mpu 3TOoM
CYLIIECTBEHHO qaiie y HOCHTEJIeH MO3aW4HbIX KapuoTumnoB 45,X/46,XX wu
45,X/47,XXX (11). OtmedeHbl €IUHUYHBIE OHMHU30Abl HOPMAIBHOWU (PYHKIIUU
SUYHUKOB Yy TAIMEHTOK ¢ MoHocomued X. dusumosorudyeckas OepeMEHHOCTH
Hactynaer y 3,6-7,6% mnaumentoxk ¢ CIHIT. Kak npaBuino, 3TO KEHUIUMHBI C
KapUOTUIIOM, BKJIIOYAIOIINM CTPYKTYPHYIO TIEPECTPOUKY X-XpOMOCOMBI, U
Mo3anuHbIM Kapuotunom 45,X/46,XX. OnucaHbl >51U30bl OEPEMEHHOCTH Y
KEHIMMH ¢ Kapuotunom 45X B nuMmdonurax nepudepuueckod KpoBH. XOTs
MOCIICYIONINEe HM3Y4YEeHHs OOHApYy>KMBAJIM TPUCYTCTBHE MHUHOPHOW KJIETOYHOMN
JIMHWUH, HECYILIEW KAK MUHUMYM Y4aCTOK BTOPOU X-XpPOMOCOMBI, B TKaHSX MATKU U
suunaukoB (10) umu B numdonurax nepudepuyeckoir kposu (11). B mocnennee
BpEMs BO3HUKAIOT CBEJEHUS O BO3MOXXHOCTH OepemeHHOCTH OonbHbIX ¢ CIIT
Omarogapss MeTOJaM  BCIIOMOTATEIIbHOM  PENpoOAYKIMH, XOTA  MOAO0OHbIE
oepemennoctu B 40% ciy4aeB 3aBepiuaroTcst Bbikuabimamu (6,8), a 'y 30% miomos

0OHapY>KUBAIOTCSI BPOXKJIECHHBIE aHOMAJIMU, CPEAN KOTOPHIX CIIMHAIBHBIE TPHDKH,

cunapoMm JlayHa u npyrue XxpoMocoMHble Oosie3Hu, aHoManuu cepaua (1).
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becrmogue BcTpewaercss B 95-98%, aHomanmum ckenera - B 40%, anoManuu
auM(paTryeckoi cucteMsl — B 76%, ayTOUMMYHHBIE TUPEOUIHBIE 3a00€BaHus — B 25-
30%, anomanmuu noyek — B 33-70%, xapaumoBackymsipHble aHoMainu — B 40-55%,
HU3KUM pocT BcTpedaetcss B 94,5% cmywaes CIIT (6,8,10,18,20,24,30,31).
®enotunuueckas kaptuHa CIIT nonumopdHa.

MHuorue aBTopsl nosaratot, 4to penorunuyeckas kapruaa CLIT naubonee
BbIpakeHa npu MoHocomuu X (30,32).

Mosnas u Mmo3anyHast popMbl MOHOcOMUM X npu cunapome Hlepemesckoro-
Tepuepa

BOnbIIMHCTBO KOMMYECTBEHHBIX XPOMOCOMHBIX abeppaiuii, 0COOCHHO
ayTOCOMHBIX MOHOCOMHM, HECOBMECTUMO C HOPMaJbHBIM BHYTPUYTPOOHBIM
pa3BUTHEM M MPUBOJUT K CIOHTAHHOMY MPEPHIBAHUIO YK€ HA PaHHUX CpPOKax
o6epemennoctu (mo 10-ii nHenmenm) (25).EnuncTBeHHON (OpMOII MOHOCOMHUH Y
YeJIOBeKa, COBMECTHMMOM KakK C 5SMOpPHOHAIBHBIM, TaK W C TOCTHATAIHHBIM
pa3BUTHEM, SBISETCS MOHOCOMHS X. Y CTaHOBJICHO, YTO MOHOCOMUS X COCTaBIISCT
1-2% ot Bcex 3avaTtuii y denoBeka (16,21). Cpeau CioHTaHHBIX a0OPTOB YACTOTA
mwiosoB 45,X Hambosee Bbicoka u aocturaetr 17%. BepKkuBaeMOCTh SMOPHUOHOB C
JAHHOM XPOMOCOMHOM aHOManuel KpaliHe Hu3Ka - 0osiee 99% snUMUHUPYIOTCS Ha
pa3HbIX CTaAusIX pa3BUTUS (26). BOIBIIMHCTBO SMOPHOHOB OCTAHABIMBAIOTCS B
pa3BuTUU K 6 HenmensaMm mocie 3a4aTus. MoHocomuss X XpOMOCOMBI y IUIOJOB
CIPOSIBISICTCATAKUMM NpPU3HAKAMH KaK OTEKOM IIIeH, JIETKHX, a TaKxKe
r€HEpaJIN30BaHHbIM OTEKOM IUI0oAa. Hepenko 3THM NpPU3HAKKM COYETAKOTCS C
3aJIepKKO BHYTPHUYTPOOHOTO pa3BUTHA. A TaKKe€ OTMEUAIOTCS KOApTaIUsl aOPThI,
nedextel HepBHOW TpyOkm (1,31). IlaroreHeTnyeckMM MeEXaHHU3MOM paHHEH
CMEpPTHOCTH 3MOPHUOHOB C MOHOCOMHEH X - aHOMAaJIMK W/WJIU HapylleHne Oaranca
KUJAKOCTH, YTO TMPUBOJUT K HAPYIICHUIO MHUPKYJISIUUA 3IMOpPUOH-TUIALIEHTA U
M30BITKY KUJKOCTH B OpPraHu3Me, a TakKe HapylieHue (yHKIUU IUianeHTel. 1 B
MOATBEPKACHUU HSTHUX HAPYIICHUN SBJISAIOTCS Y HOBOPOXKIEHHBIX KOPOTKAast
CKIaadartas mesauMdaTuaeckuii OTEK KUCTEH U CTOI, HU3KKE POCT M Macca Tena.

ITarmmeHTHI C CHIT B OCHOBHOM HE HMEIOT IMOPOKOB
Pa3BUTHUSHECOBMECTUMBIX C KU3HBIO, HO OOJBIIMHCTBO IIIOJOB 3IMMHUHUPYIOTCS Ha
pPa3HbIX CTAIUSIX SMOPUOHATILHOTO pa3BUTHS. Tak mouyeMmy BbDKHMBaAET 1% MI0m0B ¢
MoHocomuerr ~ X? Ilo  JgaHHBIM  aBTOPOB  pe3yJibTaThbl  T'€HETUYECKUX
(IMTOT€HETUYECKOT0 U MOJIEKYJIIPHOI0) UCCIEIOBAHUM MOKa3aIl, YTO MO3auvHas
¢dopma morocomuun X BeIsiBIieHa Y 7,4% CTOHTaHHBIX a00pTycoB (27), B TO Bpems
KaK y HOBOPOXKJEHHBIX MO3AWIIM3M IIOJIOBBIX XPOMOCOM MOXKET H0CTUTraTh 82%
(33,34).U3 stOro craemyer, YTO XPOMOCOMHBIM MO3aMIIU3M HEOOXOAUM s
BBIKMBAHUS IUJIOJIOB, TaK KakK JUIsi HOPMaJIbHOTO 3MOPHUOHAILHOTO PAa3BUTHS
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HEO0OXOIUMO MPUCYTCTBUE JABOMHOM JO3bl HEKOTOPBIX JOKYCOB, JOKAIM30BAaHHBIX
Ha IIOJIOBBIX XPOMOCOMAax M HE MOABEPrarolmuxcs HHaKTuBauuu. ClenoBaTesbHo,
BCE JKMBOPOXKIEHHbIE C KapuotunoM 45X - MO3aWKd, KOTOPBIE HMEIOT
JOTIOJTHUTENbHBIE KJIETOYHbIE JIMHUM C HOPMAJIbHBIMU WIA abeppaHTHBIMU
MOJIOBBIMU XPOMOCOMaMH B KaKUX-TMOO OopraHax, TKaHsx (29,33).

Hcxonsa nu3 TeopeTHdyeckux pacueroB, 0koyio 60% MNanueHTOB C KapUOTUIIOM
45,X moryT ObITh MO3aukamu 1o X xpomocome, a 40% - no Y-xpomocome. O1HaKO
MOUCK JIOMOJHUTEIBHOTO MaTepuana MOJOBBIX XPOMOCOM Y OONBHBIX C KapUOTUIIOM
45,X meronamu FISH m PCR npuBen kK HEOAHO3HAYHBIM pe3yJbTaraMm. Tak,
«CKPBITBII», TO €CTh HE BBISBJICHHBIM TPAAUIMOHHBIMU I[TUTOTCHETHUYECKUMU
METOJaMH1 MO3aHIIN3M 10 X XpOMOCOME cocTaBuI OT 2,4% 1029% (26,27). YacTtoTta
«CKpBITOr0» MO3auIM3Ma IO Y-XpOMOCOME B HCCIEJOBAHHBIX TIpPYyIIax
BapeupoBaia ot 0% 1m0 61% (33,34).

C UMTOreHETUYECKOW TOUKHM 3PEHUS MO3AMIM3M 3TO COYETAHUE B TKAHAX
YeJIoBEeKa KJIETOYHBIX JIMHUM C pa3ju4yHbIM XPOMOCOMHBIM Habopom. Boigenstor
UCTUHHBIA (T€HEpaNu30BaHHBIA) MO3aMIIM3M, TMPU KOTOPOM CMECh KIETOK C
HOpMaJIbHBIM M @HOMAJIbHBIM KapUOTHUIIAMHU MOXET OBITh MPEACTAaBICHA BO BCEX
TKAHSAX OpPraHU3Ma WM OTPAHUYEHHBIA MO3aulU3M, IJ€ OTPaHUYEHA KIIETKaMu
KaKoM-I1n00 OMHON TKAHH.

Mexanu3zmbl 803HUKHOBEHUS XPOMOCOMHO20 MO3AUYUIMA

XPOMOCOMHBIM ~ MO3aWIIM3M TIOSBIISICTCS  BCJICACTBHE HENPaBUIbHOU
cerperanuu XxpoMocoMm. [Ipu 3ToM MO3auIM3M MOKET BO3HHUKATh KakK IIPH JEJICHUN
HOPMAaJIbHOW JUIUIOWTHOU 3UTOTHI (MUTOTUYECKUI MO3aUIM3M), TaK U TP JACICHUU
3UTOTBI ¢  HEMPaBWJIBHBIM  KapHOTHIOM  (MEHMOTHYECKUH  MO3aUIIM3M).
HepacxosxneHue XpoMocoM MPUBOANUT K (POPMUPOBAHHUIO THIIEP- U TUITOTIIOMTHBIX
JOYEPHUX AHCYIUIOMAHBIX KJIETOK. MHUTOTHYECKOE HEPACXOXKICHUE Maphbl
COOTBETCTBEHHBIX XPOMOCOM MPH MEPBOHAYAIIBHOM JICJICHUU JUTIIOUTHON 3UTOThI
JaeT, KaK MpaBUJIO, JIBE KJICTOYHBIC JUHUM (MOHOCOMHYIO W TpucOoMHYI0). Korma
00€ KJIETKH COXPaHSIIOT CIIOCOOHOCTH K MOCIICAYIOMEMY JASICHUI0, 00pa3yIOTCs JIBE
KJICTOYHBIC JIMHUM C Pa3HbIM KOMIUJIEKTOM XpPOMOCOM (MO3aWIld3M THMa
45,X/47, XXX mmbo 45,X/47,XYY) (kimerodynas IWHHS, HMEIOMAas OIHY Y
XpOMOCOMY HeXH3HecmocoOHa). HepacxoxjeHue B CIEAYIONIMX JACJICHUIX
MepBOHAYAILHO HOPMAJIbHON 3UTOTHl MOJXKET JaTh TPH KICTOYHBIC JIMHUHU.
O6pazyrores OpTraHu3MbI c XPOMOCOMHBIM MO3auIIU3MOM THTA
45,X/46,XX/47, XXX wmm 45,X/46,XY/47,XYY wmm 46,XY/47,XYY. Ilpu stom
OTHOIIEHUE KJIETOK C Pa3HBIM XPOMOCOMHBIM HaOOpOM B OJHOM WM Pa3HBIX TKaHAX
(COOTBETCTBEHHO MEXXKJIETOUHBIM M MEKTKAHEBOM MO3aMIIU3M) MOXKET
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BapbUPOBATH B IIUPOKUX Mpe/esiax U 00yCIOBIMBACTCA TeMIaMu Mpoiudepanuu
1 OBICTPOTHI MUTPAIUU JTHO00H U3 KIETOYHBIX JIMHUMH.

BropeiM MeXaHM3MOM MPOUCXOXKACHUS XPOMOCOMHOIO MO3aHIU3Ma
MpeCTaBIsAeTCA 3aMeyieHne XxpomocoM (anaphaselagging) - moiaHoe OTCyTCTBHE
WU 3aMEIJICHHOE CPaBHUTEIBHO APYTUX XPOMOCOM JIBHXKEHHSI XPOMOCOMBI B
anadasze, o0yCIIOBJIEHHOE, KaK IMPaBUJIO, HapylIeHHeM e€¢ opueHTaruu. OObIYHO
3ama3/IbIBAIOIIME XPOMOCOMBI 00pa3ylOT MHUKpPOSJpa WIH SIUMUHUPYIOTCS.
XpomocoMHBIM Mo3auiu3M Ttuna 45,X/46,XY unu 45,X/46,XX mosBIsIeTCS Kak
MOCJICICTBUE TIOTEPH OJHOM TMOJIOBOM XPOMOCOMBI TMPHU JCICHUU HOPMaIbHOM
3urotel. Mozanku tuna 45,X/46,X,der(X) unu 45,X/46,X,der(Y) BO3HUKAIOT mpH
JIpOOJICHUU 3UTOTHI, HECyIled abeppaHTHYIO XPOMOCOMY, W TIOCIEIYIOIICH ee
yTpaToOi 4YacThI0 KIETOK. XPOMOCOMHBIM MO3auIIU3M BO3HUKAET B pe3yJbTaTe
aHOMAaJILHOM cerperanuu XxpoMocoMm. [Ipu 3ToM Mo3aul3M MOKET BO3HUKATh KaK
IpH JICJICHUH HOPMaJbHON JUIUIOWTHON 3UTOThI (MUTOTHYECKUI MO3anIIU3M), TaK
U TIPU JICJICHUU 3UTOThI C aHOMAJIbHBIM KapUOTUIIOM (MEHOTHUECKUN MO3AUIU3M).

O6mupHoe wucnons3oBanue wmerogoB I[P wu FISH B kiuHUKO-
UTOTeHeTH4YeckoM oOcieaoBannu marueHTok ¢ CIIT mno3Bonuiao He TOJBKO
oOpaTUTh BHHUMaHUE Ha MpoOJieMy "CKPBITBIX MO3auKOB" CpelH TMalUEHTOK C
MoHocomuerr X  (He  OOHapyXEHHbIX C  TOMOIIBIO  TPATUIIMOHHOTO
[IUTOTEHETUYECKOTO UCCIIEeIOBAHUS), HO M MOJATBEPAUTh HAIMYHNE MEXKTKAaHEBOTO
MozaunusMa (28,33,34). OpHako A0 CHUX TOpP HE TOJBKO OTCYTCTBYET €IMHAas
nporpaMma J1abopaTopHO-reHeTHYeckoro oocnenoBanust manueHtok ¢ CIUT, Ho
Jake HEe YHU(GUIUPOBAHBI TUATHOCTHUECKUE KPUTEPUM OIEHKH XPOMOCOMHOTO
MO3aulM3Ma MpU MPUMEHEHUU MOJEKYJISPHBIX U MOJIEKYJISPHO-TEHETUYECKUX
METOJI0B aHaiu3a aneymiouauu (37,38).
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