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B paboTte npeacTtaBneHa uuTOreHeTUYecKas xapakrepucTvka 60rMbHbIX C pa3nuMYHbIMKU HapYLUEHWSMU MONOBON
cuctembl (cuHgpomom Lllepeluesckoro-TepHepa, 3agepxkoi nornoBoro passuTus). Cpean obcrnedoBaHHbIX
6onbHbIX y 33,3% AeBodvek Obina ycTaHoBreHa knaccudeckass chopma cuHapoma Llepeluesckoro-TepHepa ¢
kapuoTunom 45,X; y 60,6% — mosanyHasa cdopma cuHgpoma ¢ kapuotunom mos 45,X/46,XX; y 6,1% pesovek —
kapuoTtun ¢ nsoxpomocomon 46,X[i(Xq)]. Y ogHon OeBOYKM C 3a4ep>KKOM MOMOBOro pasBUTUS AMarHOCTUPOBaH
kapuotun 46,X (del(Xg-)). YcTaHOBNEH CHWKEHHbIN YPOBEHb CMIOHTaHHOIO MyTareHesa y 4eBOYeK C pa3nnyHbIMn
BapuaHTamu cuHgpoma Llepewesckoro-TepHepa (5,44%) B cpaBHeHUM ¢ 4acToTon abeppauui y OeBOYEK C
3agepxkon nonosoro pa3suTtus (11,97%).

KntoyeBble cnoBa: desoyku, cuHOpom Lllepewesckozo-TepHepa, 3adepxkKa nosoeo20 pas3eumusi, OuceeHe3us
2oHadl, kapuomur, abeppayuu.

LI,MTOFeHeTVI‘-IHa XapaKTepuctuka p,quaT i3 naTonoriero cTaTeBoro PO3BUTKY
H.B.Baraubka

Y poboTi HagaHa UWTOreHeTMYHa XapaKTepucTUKa XBOPUX 3 Pi3HUMW MNOPYLUEHHAMW CTaTeBOi CUCTEMM
(cvHapomom LepelueBcbkoro-TepHepa, 3aTpUMKOIO cTaTeBoro po3suTtky). Cepen obctexeHunx xsopux y 33,3%
Aisyat 6yna BcTaHOBMNeHa knacuyHa cdhopma cuHgpomy Lepelwescbkoro-TepHepa i3 kapiotunom 45,X; y 60,6% —
Mo3aiyHa dopma cuHOpomy i3 kapiotunom mos 45,X/46,XX; y 6,1% pfiB4aTtok — kapiotmn 3 i30XPOMOCOMOO
46,X[i(Xq)]. Y opHiei AiBYMHKM i3 3aTPUMKOK CTaTeBOro PO3BUTKY AiarHocToBaHo kapiotun 46,X (del(Xg-)).
YCTaHOBMEHO 3HWKEHUA piBEHb CMOHTAHHOrO MyTareHesdy Yy fiByaTt i3 pisHUMKM BapiaHTamu CUHOPOMY
LLlepelueBcbkoro-TepHepa (5,44%) nopiBHAHO 3 yacToTol abepadii y giByar i3 3aTPMMKOIKO CTaTEBOr0 pO3BUTKY
(11,97%).

Knio4oBi cnoBa: disuama, cuHOpom Lllepewescbkoeo-TepHepa, 3ampuMKa cmamegoz0o po38umkKy, Kapiomuri,
abepauii.

Cytogenetic description of delayed puberty girls
N.V.Bagatskaya

Cytogenetic characteristics of patients with various disorders of reproductive system such as Shereshevsky-
Turner syndrome and delayed puberty have been presented in the paper. Among the examined patients in 33,3%
of girls the classical form of Shereshevsky-Turner syndrome with 45,X karyotype has been diagnosed. In 60,6%
of patients mosaic form of the syndrome with mos 45,X/46,XX karyotype has been found out. 6,1% of girls had
46,X[i(Xq)] karyotype with isochromosome 46,X[i(Xq)]. The karyotype 46,X(del (Xg-)) has been diagnosed in one
girl with delayed sexual development. The lower level of spontaneous mutagenesis has been found in girls with
various forms of Shereshevsky-Turner syndrome (5,44%) as compared with aberration rate in girls with delayed
puberty (11,97%).

Key words: girls, Shereshevsky-Turner syndrome, delayed puberty, karyotype, aberrations.
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LiuToreHeT4yHa xapakTepucTMKa AiBYaT i3 NaTONOri€l0 CTaTeBOro PO3BUTKY
Cytogenetic description of delayed puberty girls

BeegeHue

Ocoboe BHMMaHME reHeTUKOB NpuBriekaeT npobrnema natonornym NosioBo CUCTEMBI Y JUL, XKEHCKOTO
nona (benukoBa n gp., 1993). Cpean gaHHOM rpynnbl GonesHen ocoboe MEeCTO NPUHAOMEXUT CUHOPOMY
Lepewesckoro-TepHepa (CLUT), koTopbIA, B OTAMYMNE OT APYTMX XPOMOCOMHbIX 6onesHewn, xapaktepusyeTcs
LUMPOKMM CMEKTPOM HapyLUEHU KapuoTtuna. /3BeCTHO, YTO B OCHOBE [JAHHOI0 CMHOPOMA NEXUT U3MEHEHME
yncna nNMbo CTPYKTYpbl MOJOBLIX XPOMOCOM, YTO, B CBOIO O4yepefb, NPUBOAUT K BPOXAEHHOMY HapyLUEHUIO
nonosov AnddepeHLMpPOBKN, a HEPEOKO U K pa3nuYHbIM COMaTU4eckum 3aboneBaHusiM, Tak Kak BMECTO
MPUCYLLMX XKXEHCKOMY opraHnaMy XX-nofioBbiX XPOMOCOM B OpraHu3Me yYalle BCero npucyTCTBYyeT nullb
ogHa X-xpoMocoma. B cBsA3M ¢ 3TUM BO3HUKaET HEMOSHbIN XPOMOCOMHbIVM Habop (kapuoTun 45,X) (BAaTkuHa,
2003). YcraHoBneHo, 4To knaccuyeckaa dgopma cuHapoma (moHocomusa X) peructpupyetca y 40-60 %,
CTPYKTYpHble nepecTporikn X-xpoMmocoM — y 5-10 % naumentok ¢ CLUT. OctanbHble cnyyvan (30—40 %)
npeacTaBneHbl MO3anyHbIMWU BapyaHTaMy aHeynionamm no HopmarsbHoOW UM abeppaHTHOM X-XpoMocome
(Boukos, 2001). No AaHHBIM pa3HbIX aBTOPOB, YacToTa CMHOPOMA CYyLLEeCTBEHHO konebnetcsa (1 crniyyanm Ha
2000-3000 poamBlumxcs gesodek) (Kosnoea u gp., 1996). N3BecTHO, 4YTO cpean Bcex BepeMeHHOCTeEN B
98% cnyyaeB nnofbl ¢ kapuotunom 45,X cnoHTaHHO abopTupytoTca. AHanmsmpys npuyYnHbl o6pa3oBaHns
kKapuotuna 45X, cnegyer OTMeTUTb, 4YTO 3TO sdABMeHWe B Oonblien 4YacTu cnyvaeB OOYCroBMAEHO
HepacxoXOEeHNEM MOMOBbIX XPOMOCOM B 1-M AeneHuu Merno3a (B pesynbrate 4Yero B 3UroTy nonagaer
TONbKO OfHa X-XpOMOCOMa), pexe — HapyLeHUSMU MUTO3a Ha paHHUX cTagusax apobneHus 3urotbl. [pu
3TOM Yy [EBOYEK C MO3auuM3MOM BCTPEYalTCA pPasfMuyHble KMOHbl KNeTok (45,X/46,XX, 45,X/47,XXX);
MHorga HabnwogarTcs TpaHcrokauum mexagy X-xpomocomon u aytocomamum (l'ycbkoB u gp., 2001; An
International System ..., 1995). Hapsgy ¢ 4MCneHHbIMW M3MEHeHWsMW KapuoTuna npu cuHgpome CLUT
Takke BO3MOXHbl pasnuyHble abeppaumm X-XpOMOCOMbI: M30XPOMOCOMa NO AfnvHHOMY nnevy [i(Xq)], B
peakmnx cnydasix — M3oXxpomMocoma no KopoTkomy nnevy [i(Xp)]; koHueBas geneuns anuHHoro nneya [del(Xg-
)] N geneunst Bcero AnNVMHHOMO nneva (Xg—), koHUeBas geneums kopoTtkoro nrneyva [del(Xp)] nnn geneuus
BCEr0 KOPOTKOro nrneva (Xp—); KoHUeBas nepectpoiika X-xpomocombl [46,X.ter rea(X;X)]; konbueBas X-
xpomocoma [46X,r(X)]. Ecnn abeppaHTHasa X-xpoMocoMa MHaKTUBMpYeTcs, abeppaunsi MOXeT BooOLle He
NposIBNATBCSA B (PEHOTUME WM MPOSIBASIETCA HE MOMHOCTbI0, YTO MOXHO OOBACHUTL MNPUCYTCTBMEM
HopManbHOM X-xpoMocoMmbl (3cpdekT [o3bl reHa). Hepegko abeppauum X-XpOMOCOMBI COYETalTCA C
MO3auLM3MOM, T.€. Hann4mMem KrnoHa kneTok 45,X (45,X/46X,i(Xp)). NoBTOpHbIN pucK poxaeHust pebeHka ¢
cvHgpomom LepelueBckoro-TepHepa HEBEMNUK, 3a UCKIMIOYEHNEM TeX Cry4vaeB, Korga y OgHOro unm obomux
poauTenen umeeTcsa Hacnegyemas X-ayToCOMHasi TpaHCnokaums unm Korga MaTb HeceT KroH KrneTok 45,X
(Zinn et al., 1998). Mo gaHHbIM (BATknHa, 2003), y NnauMeHTOK C YCTaHOBIIEHHON MOHOCOMMEN X YacToTa
«CKpbITOro» Mosavumsama BapbupyeT oT 5% (MpyM MCNONb30BaHUWM KITACCUYECKOTO LIMTOreHETUYECKOro
meToaa) oo 15% (npu ncnons3oBaHumn metoga FISH). B cnyyasx «CKpbITOro» mosavuyusma no X-xpoMmocome
OononHuTenbHasa knetovHas nuHua 46,XX nnu 46,X,+der(X) npucytcteyet B 5-8 % numdountos n 12—
22 % knetok OykkanbHOro anutenusa. ABTOp, ucnonb3ys Tawke u metog [UP, yctaHoBuna, 4to X-
Xpomocoma npu kapuotune 45X B 87% cnyyaeB vMmeeT matepuHckoe npoucxoxaeHve u B 13% —
oTuoBckoe (BsatkmHa, 2003). CnHopoM XapakTepu3yeTcs MHOXECTBEHHBIMU MOPOKaMM pasBUTUS CKereTa U
BHYTPEHHMX OPraHoB, OTKIMOHEHMAMU deHoTuna, Hepegko Gecnnoavem (Binder et al.,, 2001). AHomanus
OOHOrO WIM HECKOSbKMX AETEPMWHAHT Mofia, MOMOMKa KOMIMJIEKCHOMO MexaHu3ma, «3amnycKaroLlero»
MnofioBoe pasBUTME, MOTYT MPUBECTU K aHaTOMUYECKMM W (PYHKLUVNOHAmNbHbIM OTKIIOHEHUSIM OT HOPMbI, K
pasnnyHbIM KINUHUYECKUM (hopMaM HapyLLeH NosioBon AndydepeHLMpPOBKU, KOTOPbLIE HE CTOMb PedKn, Kak
NPUHATO cuUTaTb. Pa3nnyHble XPOMOCOMHblE abeppauun, reHHble MyTauum, CnocobCTBYSA HapyLUEeHUto
ropmMoHanbHOro G6anaHca unum U3MeHeHuo peLenLmm ropMoHOB B aMOpMOHanNbLHOM nepuoae, MoryT ObiTb
npuyMHaMM BPOXAEHHbIX aHOManuin  MorioBoro  pa3BuTUS. BpoXaeHHble  HapylleHusi  MOorioBOW
anbdepeHUNPOBKM Takke MOryT ObiTb OOYCMNOBIEHbI U Pa3NUYHbIMKU 3MBPUOTOKCMYECKMMU hbakTopamu
(nHTOKCUHKaUMeEN, WH(peKUumen, TpaBMamMu, NEKapCTBEHHbIMW CPeAcTBaMu), HapyLleHMEM TrOpMOHarnbHOro
BanaHca y 6epeMeHHON B OTBETCTBEHHbIE 3a (HOPMMPOBAHME MOSIOBOrO TpakTa nepuoabl 3MOprUoHansHOro
pas3sutusa (Blair, 2001; Binder et al., 2001).

YunTbiBass  BbILIEU3NOXEHHOE, LENbl  UCCreoBaHuss ObiNo  M3yYeHWe  LUUTOrEHETUYECKUX
0COBEHHOCTEN y AEBOYEK C Pa3fIUYHLIMU HAPYLLUEHUAMU NOJIOBOIO Pa3BUTUS.

MaTepuanbl 1 MeToAbl UCCriea0BaHUA
LintoreHeTnueckmn aHanua Obin  npoBedeH Mo cTaHgapTHomy Metony (3epoa-JllobmumoBa,
"opoBeHko, 2003) y 45 pgeBoyek 12—18 net, obcnegoBaHHbix B [Y «AHCTUTYT OxpaHbl 340pOBbA AETEN U
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nogpoctkos HAMH» no nosoagy HapyLueHus nonoBoro cospesaHus. OkpalumBaHue npenapaTtoB XPOMOCOM
nposoauMnn ¢ wucnonb3oBaHnem GTG-TexHukn. B oToenbHoMm cnyyae wucnonb3oBanca meton FISH B
WHTEPa3HbIX f4pax M Ha MeTadasHbiX Xpomocomax. MeTadpasHble MAACTUHKU M3yYanucb C MOMOLLBIO
OuHOKynsipHOro mukpockona cgupMbl Leica CME (ABctpus), okynsap 15%, obbektnB 100%, OMHOKynsipHasi
Hacagka 1,25%. YuuTtbiBanu Bce abeppauuu XpomaTuAHOro (OAMHOYHbIE PparMeHTbl), XPOMOCOMHOIrO
(napHble parMeHTbl, KOINbLEBble XPOMOCOMbI, AWLIEHTPUYECKME XPOMOCOMbI M AP.) U TEHOMHOro
(monmnnovaHble KNeTkX, NpexaeBpeMEHHOE pacxoXdeHne LLeHTpoMep) TUMOB.

Boipaxkaem 6narogapHocTb HO.B.'OHTapb 3a nomoub B npoBeaeHnn metoga FISH.

Cratuctmyeckyto  00paboOTKy MONyYEeHHbIX [OaHHbIX  MPOBOAUNM  CTaHOAPTHbIM  MeToAOM
(ATpameHToBa, YTeBckas, 2008) c onpegeneHneM OCHOBHbIX CTATUCTUYECKUX XapakTepuctuk ( ; , m) B
nakete nporpammbl «SPSS Statistics 17,0».

Pe3synbTtaTtbl M 06CcyXaeHue

LintoreHeTnyeckunii aHanma, NpoBeAeHHbIN Y AeBOYEK C NaTonornemn nNosioBonM CUCTEMbI, MoKasar, YTo
cpean Bcex NaLMeHTOK, MOCTYNMBLUMX Ha obcreaoBaHue B MHCTUTYT, anarHo3 CLUT 6bin noaTBepxaeH y 33
nesouek (73,3%). V13 oBeHaguaTtn aeBoYek ¢ 3agepxkon nonosoro passutus (3I1P) HopManbHbIN KEeHCKNIA
Kapuotun (46,XX) yctaHoBreH y oauHHaguatn (24,4%), a y ogHon OeBOYKM (2,2%) — XXEeHCKUMI KapuoTun ¢
Aeneuven onuHHoro nneda X-xpomocomel (46,X(Xqg-)) (puc. 1, 2) (4eTBepTas rpynna).
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Puc. 1. MetadhaszHaa nnacTuHKa AeBOYKM C 3a4epXXKOM MOJSIOBOro pas3BuTUA, kapuoTtun 46,X
(del(Xg-)), GTG-okpacka

M3 rpynnbl o6cnefoBaHHbIX NaUWMEHTOK C NaTonorue NoyioBoro Co3peBaHns y oanHHaguaT aesoyek
(33,3%) 661N noaTeBepxaeH guarHo3 CLUT (kapuoTtun 45,X) (nepsas rpynna); y 20 — mo3aundHas opma CLUT
(kapvoTtun 45,X/46,XX; 60,6%) (BTOpas rpynna); y AByx (6,1%) — >XeHCKMIN KapmoTun ¢ n3oxpomocomon 46,X
[i((Xq)] (TpeTbs rpynna).

BicHuk XapkiBcbkoro HauioHanbHoro yHiBepcuteTy imeHi B.H.Kapasina. Cepis: Gionoris
The Journal of V.N.Karazin Kharkiv National University. Series: biology
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Puc. 2. WUHTephasHas uuToreHetuka ¢ ucnonb3oBaHuem wmetoga FISH (X-xpomocombl
OoKpalleHbl XenTbIM LBeTOM; AerneTupoBaHHass X-XxpoMocoMa MMeeT MeHbLUUN pa3mMep) y AeBOYKU C
3a[iepXKKon nosoBoro pa3BuTtusi, kapmotun 46,X (del(Xqg-))

Hapsgy ¢ HapylweHusMn B KONMYECTBE U CTPYKType X-XPOMOCOM, Yy 3TUX OeBOYeK Habnoganucb
abeppauun aytocoMm. Tak, CMOHTaHHbI ypoBEHb abeppaumii XpoOMOCOM B 0OLWen rpynne OeBOYEK C
noaTBepXaeHHbIM anarHo3om LlepelwseBckoro-TepHepa coctaBun 5,44%. CnepyeTr OTMETUTb, 4TO
CMOHTaHHasg YacTtoTa abeppaunn xpomocoM y aesoyek ¢ 3P 3HaunMmo npeBbiwana CroHTaHHbIA YPOBEHb
abeppauun B obwen rpynne gesovek ¢ CLUT (11,97% npotmB 5,44%, p<0,01). Yactota abGeppauuin
XPOMOCOMHOIO Tuna B cpegHem B Tpex rpynnax 6onbHbix ¢ CLUT cooTtBeTctBOBana 4,44%, 4tO He
NnpeBbILano 4acToTy XPOMOCOMHbIX abeppauunii y gesodek detsepton rpynnsl (5,13%; p>0,05). BmecTe c
TEeM, YacToTa HapyLleHWA XpomaTuaHoro Tuna B obuwewn rpynne GonbHbix ¢ CLUT coctaBuna 2,11%, yto
Obino B 2,5 pa3a MeHbLUe, YeM B YeTBEPTON rpynne 6onbHbIX (5,34%; p<0,05).

WNcenepys yactoty abeppaumin XpOMOCOM M30NTMPOBAHHO B KAXO0W rpynne 00mbHbIX, Mbl YCTAHOBWIMN,
YTO y OeBOYeK C kapumoTunoM 45,X CnoHTaHHbIM MyTareHes coctaBun — 6,76%; y 60nbHbIX C MO3anyHON
dopmon CLUT — 4,39%; y ABYyX naumeHTok ¢ nzoxpomocomon X — 9,84%. Y naumentkn ¢ 3P ¢ geneunen
ONMHHOIO nrieda X-XpOMOCOMbI 4acTOTa XPOMOCOMHbIX abeppaumi cootsBetcTBoBana 3,0%, npuyem
yactota abeppaumii XxpoMaTuaHOro (OOuHOYHblE dparmeHTbl) Tuna — 2,0%, a XpPOMOCOMHOrO (MapHbIn
dpparmeHT) TMNa — 1,0%.

CpaBHuBag 4acTtoty abeppauui XpoMaTMOHOrO TUMa, KOTOPblE SBAKOTCA Mapkepamu XMMUYECKOro
BO3JEWNCTBUSA, Y [eBOYeK C Kraccuyeckum cuHapomom Llepeluesckoro-TepHepa, Mo3anmyHOW opmoin,
nsoxpomocomon X n 3MP, cnegyet oTMETUTb, YTO CTATUCTMYECKN 3HAYUMbIE Pa3NUYMS ObiM YCTAHOBMEHbI
TOMbKO B YAaCTOTE OAMHOYHbLIX (hparMeHTOB y NaLMeHTOK BTOpON U yetsepTton rpynn (p<0,01).

Abeppaumm XpOMOCOMHOIO TuMa 3HaYMTENbHO valle peructpuypoBanvcb y gesodek ¢ 3P (6,1%
npotuB 2,2% y nauMeHToK ¢ Mo3amyHbiM cuHgpomom CLUT; p<0,01), mpuyem 3a cyeT MpeBanMpoBaHuS
YacToTbl NapHbix pparmeHToB (4,3% 1 1,3% cooTBeTcTBEHHO; p<0,01). FOBOPS O NPUYNHAX BO3HMKHOBEHMS
MapHbIX XPOMOCOMHbIX (pparMeHTOB, MOXHO MpPeanonoXuTb, YTO UX BO3HMKHOBEHME, C OOHOMN CTOPOHbI,
MOXeT 3(ppeKkTMBHO NHOYUMPOBATLCA B iMMouunTax nepndrepuydeckon KpoBu XMMUYECKUMN MyTareHamu,
KoTopble nospexgatoT AHK Ha npecvHTeTMYeCcKOM CTaguu KNeTOYHOro uuKna; a ¢ Apyrow, B pesynbraTte
TpaHcdopMaLmMmM XpOMaTUAHbBIX OAMHOYHBIX dparMeHToB, 06pa3oBaBLUNXCA B KreTKax-npeaLllecTBeHHMKaXx,
KOTOpble nepewniv B [oYepHME NUMAOUNTBI B XOAE MWUTOTUYECKMX AeneHuMn nmmdoumMTnpeKkypcopoB
(AHgpeeB, OugenbmaH, 2001). MNpu KynbTMBUPOBaHWUM 3penbiX NMMAOUMTOB C YHacnegoBaHHbIMU OT
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KNeTOK-NpeALleCcTBEHHMKOB XpoMaTuaHbIMU dparMeHTamu 3aTM abeppaumm MOryT yaBamBaTbcs B hase
pennukaumm OHK 1 Ha cTagum muTo3a OyayT npeactaBnaATb yxke napHble dparmeHTsl (MMiniHcbka Ta iH.,
2004).

Cpenun abeppaLuuin reHOMHOrO TUna npexaeBpeMEHHOE pacxoXaeHne LEeHTpoMep B [ABa pasa 4valle
perMctpupoBanochk y gesoyek ¢ perynsipHeiM CLUT (0,59% npotus 0,29% y neBoYek ¢ Mo3anyHown hopMon
cnHgpoma; p<0,05). Yactota nonunnouaHbIX KNEeToK Takke Obina B OBa pasa Bblle y [AEBOYEK C
perynapHeim CLUT (0,88% npotuB 0,44% y QeBoyek C Mo3amyHbIM cuHgpomoMm; p<0,05). AsneHue
nonunnonany OBYyCMNOBMEHO 3HAOpeaynnKauuen XpOMOCOM B KreTKax-MpeAlecTBEHHMKAX W MOXeT
BO3HMKaTb BCreactene (hopMMpoBaHUs aHadasHbIX AULEHTPUYECKMX MOCTOB C NOCMEeAyLWMM CIUSHUEM
MUTOTUYECKM BNOKMPOBAHHLIX AOYEPHUX S4ep U yOBOEHNEM XPOMOCOMHOro Habopa no Bcem abeppaumsam
XPOMOCOMHOro Habopa B cneaywowem mutose. [lpu HOpManbHOM TeYeHUM Ccnegyrwux MUTO30B
NMMAOUNTAPEKYPCOPOB € SHAOPEAYNMULNPOBAHHBIMU XPOMOCOMaMM 3TOT BWUI FEHOMHbIX HapyLUeHWI
MOXEeT TpaHCopMmMpoBaTLCA B MOMMNIONAMIO B 3peribiX nepBuYHbIX numdoumTtax (boykos ¢ coast., 2001;
MiniHcbka Ta iH., 2004). Psg obmeHHbIX abeppaunii HEOOXOAMMO WHTEpnpeTupoBaTb Kak abeppauun
CMEeLUaHHOrO Tuna, NpW KOTOpPbIX B O4HOM M3 XPOMOCOM HabnogaeTcs TOMbKO MOBpEeXAeHue OOHOM
XpomaTtugpl, a B Apyro XpOMOCOME, KOTopasl BOBeYeHa B OOMeH, perncrpupyeTcs nospexaeHue obeunx
xpomatug (3axapos c coaBT, 1982; UeboTtapes, 2001). BnonHe BepOATHO, YTO paccTponcTBa meTabonuama,
KOTOpbl€ BO3HMKAKT Yy BOMbHbIX C PasnMYyHOM NaTonornen, B TOM YUCIE U XPOMOCOMHOWN, Takke MOoryT
crnocobcTBoBaTh (POPMMPOBAHMIO NEPECcTPOeK XPOMOCOM. Takum ob6pasom, aHanmM3 4acToTbl U TUMOB
XPOMOCOMHbIX abeppaLun Npy pasnmyHbIX aHOMarbHbIX KapuoTunax No3BoNu onpeaenuTb CTaTUCTUYECKN
3Ha4YMMbIe pa3NNuMs B 4YaCTOTE HEKOTOPbIX MyTauui y OAEBOYEK C PasfMYHbIMW HapyLIeHUSMU MOMOBON
CUCTEMBI.

BbiBoabl

1. Cpeaun 0eBOYEK C HapyLeHusMu nonoson cuctembl y 33,3% O0nbHbIX Obln yCTAHOBNEH CUHAPOM
LepeleBckoro-TepHepa ¢ kapuotunom 45,X; y 60,6% — mo3andHas dopma cuHgpoma mos 45,X/46,XX; y
6,1% — kapuoTtun ¢ nsoxpomocomon 46,X [i(Xq)]. Cpean 60MnbHbBIX C 3a4ePKKOV MOSIOBOrO pasBnUTUS y OOHOMN
nauMeHTKn 6bin ycTaHoBneH kapuotun 46,X (del(Xg-)).

2. CNoHTaHHbIN  ypoBeHb abeppauuii XpomMocoM B obuwlen rpynne OBonbHbIX C  CUHOPOMOM
LWepeweBckoro-TepHepa coctasun 5,44%, npuyem y geBoyek ¢ kapuotunom 45X — 6,76%; ¢ mo3anyHon
dopmoi cuHgpoma — 4,39%; y nauneHToK ¢ nsoxpomocomon X — 9,84%.

3. HacTtoTa XpOMOCOMHbIX HapyLIeHWUI B rpynne AeBOYEK C 3a4ep>KKOM MOMOBOro pasBuMTUSA 3HAYUMMO
npeBbIlWana 4acToTy aHanorMyHbiX HapylleHu B rpynne AeBOYEK C pasfMyHbIMW BapuaHTaMy cMHApoMa
LWepewesckoro-TepHepa (11,97% npotus 5,44%, p<0,01).
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