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OnUCbl6aemCfl ¢eHOmUn nau,UeHmKU. uMelOlu,eU COaJ1GHCUpo6aHHy}() mpaHCJ1OKau,UIO Me.JlCay XpOMOCOMaMU Xu 13. 
OOcYJlciJalOmcfl 603MOJiCHbie MCXaHU3A1bl ¢OpMUp06aHUfl KJIUHU'IeCKOU KapmUHbl y HOCUmeJ1eU mpaHclOKau,UU Me.JlCay 

n0J106bIMU XpOAlOCOMa.MU U aymocoMaMU. 

BBC)J,CHHC 

CJl]"IaH HOCHTeJlbCTUa TpaHCJlOKaUHH Me)f()IY ayrocoMaMH 

H X-XpOMOCOMOH pellKH H BCTpeyalOTCH C 'laCTOTOH 1:300 

000 [4]. )KeHWHHbI, HMCIOWI1C C6aJIaHCI1pOBaHHYIO TpaHC­

JlOKaUHIO Me)f()IY X-XPOMOCOMOH 11 ayrocoMoH, HBJlHIOTCH 

KJll1Hl1yeCKI1 reTeporeHHoH rpynnoH naUl1eHTOB, y KOTOpblX 

nOJlO)l(eHl1e TOlfKI1 pa3pbma Ha X-XpoMocoMe MO)l(eT OK,13aTb 

BJlI1}fHHC Ha cPeHOTl1O. B pa60Te Schmidt C coaBTOpaMI1 Ha 

OCHOUaHl1l1llaHHblX 0 122 CJl]"la}fX paCCMaTpI1UaIOTC}f uapl1­

aHTbI I1HaKTI1BaUl111 X-XpOMOCOMbl npl1 c6a.naHCl1pOBaHHblx 

TpaHCJlOKaLll1HX X-ayrocoMa y )I(eHWI1H [91. Waters C coaBTO­

pal-Hi npellCTaBI1]1I1 peTpOCneKTI1BHblH 0630P J 04 CJlyyaeB 11 

npOBCJlfl aHaJII13 cPeHOTl1nl1yeCKI1X 3cPcPCKTOB C6aJIaHCl1pO­

BaHHblX TpaHCJlOKaUI1H TlHla X-ayrocoMa [II]: MHO)l(CCTBeH­

Hble Bp0)f()IeHHble nopOKII pa3BI1TI1H 11/11]111 331lep)l(Ka pa3UI1­

Tll}f 6blJll1 Y 42% naUHeHTOK, llI1CcPYHKUI1~ rOH31l - y 35%, 

qleHoTl1nl1'lecKI1 HOPMaJlbHbie )I(eHWI1Hbl C nOBTOp}fIOWH­

MI1CH BblKHllblWaMI1 COCTaBI1JlI1 J 5%, }fBHble X-cuemleHHble 

CI1HllPOMbl YCTaHoElJleHbl B 8% CJlyyaeB. YYI1TblBaH pellKOCTb 

YKa3aHHbiX XpOMOCOMHblX HapyweHHH, CBelleHH}f 0 HOBblX 

cJlyYa}fX 11X HOCI1TC]lbCTBa 3aCJlY)l(I1BalOT oc060ro paCCMOTpe­

HH}f. Mbl npellCTaBJlHeM CJly'IaH C6aJIaHCI1pOBaHHoH TpaHC­

)]OKaUl111 Me)f()Iy X-XPOMOCOMOH H ayrocoMon y lleBOYKI1 

(1 roll 9 Mec.). 

MaTCpHaJIbl H MCTO)J,bl 

lllHoreHeTl1'lccKl1e npenapaTbl nOJlyyaJlI1 113 JlHMcP0lll1­

TOR nepl1(!lepl1'lecKoti KpOBI1, KYJlbTI1Bl1pomlHHblX B Te'le­

Hl1e 72 'I B COOTBeTCTBl111 C 06wenp11H}fTOH MeTOllI1KOH, .LJ)1H 

lll1cPqlepeHUl1aJIbHOro OKpaWI1BaHI1H XpOMOCOM I1CnOJlb30­

BaJIH Tpl1nCHHOBblH MeTOll [I]. llJlH Onpelleo1eHI1H JlOKaJIl1­

3aUI111 llCHTpOMepHblX nOCJ1ellOBaTeJlbHOCTeH Ha XpOMOCO­

Max, BOBJle'lCHHblX B TpaIlC~OKaUI1IO, npl1MCWIJlI1 cPJllOpec­

UCHTHylO in situ m6pl1nl13aUI11O C HCnOJlb30BaHI1eM ueHTpo­

Mepocneuw!ll1'lHblX 30HllOB D13ZI/D21Z1 11 DXZI. 30H­

llbl nOJlyyaml MeTOJlOM HI1K-TpaHCJl5lUI111 nJla3MI111Horo. 

llH K-BeKTopa, cOllep)l(alHcro BCTaBKH ueHTpoMepHblx Mb­

cPa -CaTeJlJlI1TII blX nOCJlellOBaTeJl bHOCTe H cooTBeTcTBYIOWI1X 

XpOMOCOM. nJla3MI111HYIO llH K BbllleJlHJlI1 C nOMOWblO Ha­

60pa Wizard Minipreps, COrJlaCHO I1HCTpyKLll111 np0I13BOIlI1­

TC]I5I (Promega, CiliA). B KaYCCTBe llHT<D, HCCYWI1X cPJ1Yo­

pccueHTHble rpynnl1pOUKH, npHMeH5IJlI1 cPJlyopecue­

HH-12-dUTP .LJ)1H D13ZI/D2IZI 11 TAMRA-5-dUTP llJl51 

DXZI (0I10CaH, r.HOBOCI16i1pCK). rl16pHlll13aUl11O in situ 

npOBOlll1JlI1 B COOTBeTCTUl111 co cTaHllapTHblM npOTOKOJlOM C 

HC3HaYl1TeJlbHblMI1 MOlll1cPl1KaUI1HMI1 [2]. rH6pl111H3aUI1IO 

llH K-30HllOB C XPOMOCOMHblMI1 MI1WCH}fMI1 ueJlI1 B TC'le­

Hl1e HOYI1 (15-18 'I) npH 3TC B TepMocTaTHpoBaHHoH 

UJla)l(HOH KaMepe ThermoBrite (Abbott Molecular). KOHT­

pacTHylO oKpacKy npcnapaTOB OCYWCCTBJlHJlfl C nOMOWblO 

paC-fIlopa DAPI B KOfle'lHOH KOHueHTpaUHI1 0,3 MKM. 

PC3ynbTaTbi H 06CYJK,LI,CHHC 

npl1 npOBClleHHI1 MOHI1TOpHHra Bp0)f()IeHHbIX nopOKOB 

pa3Bl1TI1H 6blJl 3aperl1CTpHpOBaH CJlyYaH p0)f()IeHH}f pe6eHKa 

)I(eHCKOro nOJla C MHO)l(eCTBeHHbIMI1 nOpOKaMI1 pa3BHTllH. 

CeMbH C pe6eHKoM 6blJla npl1rJJaWCHa Ha npl1eM K reHeTI1Ky. 

BOJpacT naUl1eHTKI1 - I roll 9 Mec., POCT 84 CM, Bec 12 Kr. 

Pe6eHoK OT 6-H 6epeMeHHoCTI1, BTOpbIX POIlOB (nepml51 6epe­

MellllOCTb 3aKOHYl1JlaCb p0)f()IeHl1eM 3110pOBOro MaJIbYI1Ka, no­

CJlenYIOWHe - Melll1UI1HCKI1MI1 a60pTaMI1).llcBOYKa pollliJIaCb 

OT 1l0HoweHHoH 6epeMeHHOCTH (Macca 3590 r, POCT 53 CM), 

npOTeKaBWCH C yrpOJOH npepblBaHHH B nepBOM TpI1 MeCTpe , B 

COCTOHHHH accPl1KCHI1. POlll1TeJlI1 11 CTapWHH CblH 31IOpOBbl, 

POllOCo1OBHaH He OT}froweHa, KpOBHoe POllCTBO OTpl1ualOT. 

npl1 P0)f()ICHI1I1 pc6eHKa 6blo1l1 OTMeyeHbl necPopMaUl111 

Yepena, Jll1UeBblC nHCMopcPHI1, paCweo1l1Ha TBepnoro He6a, 

HellOpa3Bl1TI1e o1eBoro JlOKTeBOro cycTaBa. nCI1XOMOTOpHoe 

pa3BI1TI1C npOTeKaJIO C 331lep)l(KOH 11 Ha MOMeHT 06CJlCllOBa­

HI1H COOTBeTCTBOBaJIO BOJpacTy 5-6 Mec. B TeyeHl1e nepBoro 

rona )I(l13Hl1 Ha601lOlla~I1Cb yaCTble npOCTYllHble 3a60JlCBaHIIH 

11 OTI1Tbl. B II MCC. nOHBl101l1Cb TOHI1KO-KJlOHl1'leCKl1e, npo­

1l001)l(l1TeJlbHbie CYllopom. PC6CHOK Ha601lOna~CH y HCBpOo1O­

ra no MecTy )I(l1TCJlbCTBa C 11l1arH030M: 6pOJIfaeHHaJi aHOMGJ1WI 

pa36umWI J1uu,e6020 CKeJ1ema U 20,106H020 M032a, CUMnmOMa­

mU'feCKafl 3nU,lenCWI, 3aaepJlfKa nCUXOMomopH020 pa36UmUJI. 

npl1 OCMOTpe naW1CHTKl1 BpalfOM-reHCTHKOM OTMe'leHO 

Bblpa)l(CHHOe OTCTaBaHl1e nCI1XOMOTOpHoro pa3BI1TI1H, a 

I1MCHHO pe6eHoK CI111I1T C nOJl.LlCp)l(KOH, He XOIlI1T 11 He pa3­

rOBapl1BaeT. Bbl~IBJlCHbl CJlenYlOwl1c nOpOKI1 pa3Bl1TI1H 11 
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PIIIC. 1.1J,1II<p<pepeHl..(lIIanbHa~ OKpaCKa XPOMOCOM. sOSneyeHHblX s nepe­

CTPO~KY VI IIIX IIIHTaKTHblX rOMonoros:
 
A - HOpManbHa~ XPOMOCOMa X;
 
5 - HopManbHa~ XpoMocoMa 13;
 
B - der(13)(Xqter---7Xql1::13p12---713qter);
 
r - der(X)(Xpler---7Xq 11 ?:: 13p12---713pter)
 

,1I1UCBbIC .lU1CMOpQlHH: MI1KPOUCqlaJIl1l1, acqlOpMaUl111 11 

aCI1MMeTpl151 'lcpena, 11CQlCKT JlCBOH TCMeHHOH KOCTI1, nJlo­

CKall, lIJ11pOKaH, BblCTynalOU-lall nepeHOCl1ua ((rpelJeCKI1H 

npOQJI1J1b»), nmepTeJlOpl13M, :.mI1K3HT, lITOJ BeK, ma3Hble 

U-leJlI1 pa3J1WIHoro pa3Mepa, pacnOJlO)l(eHHble HeCI1MMeT­

pWIHO, KOPOTKI1H qll1J1bTp, OTKpbIBalOU-ll1ii BepXHl1e pe3Ubl, 

MI1KpOrH3TI1I1, pacwcmlHa TBep11oro He6a, KOHTpaKTypa JlC­

BOro JlOKTCBOro cyCTaRU. 

nOpOKOB pa3BI1HIII BHyrpCHHI1X opraHOR He AbI51BJleHO. 

no iJ:aHHbIM yJlbTpU31lyKoBoro I1CCJlC1l0BaHI111 roJlOBHOro 

M03ra 1ll1arHOCTI1pOll3H3 mnOnJla31151 KOpbl npaBoro nOJlY­

wapHIl raJlOBHOrO M03ra C OTC)'TCTBl1eM 'laCTlI JlCBOH TC­

MCHHOii KOCTH. npH npOBelleHm1 3J1eKTp03HueqlaJlorpa­

QJI1I1 6bIJlI1 BbIIIBJleHbl OlJarOllbIC H3MCHeHI1H B ueHTpaJIbHOt'i 

RHCO'IHOij 06J1UCTII CJleLla: :.:JrH1aKTI1IlHOCTb B 1311,UC C,U11HHlJ­

HblX KOMnJ1CKCOB no Tlmy «OCTpaH - MCMCHHaH IJOJlHa". 

Ha OCHOIlUHI1I1 PC3YJlbTUTOIl 06CJ1e1l01laHI1H naUl1eHTKa 6bl­

Jla Hanpa13J1eHa Ha UI1TOrCHeTl1lJeCKOC lfCCJlC110BUHI1C. 

AHanl13 G-OKpaWCHHbIX XpOMOCOM n03BOJlI1,I BblllBI1Tb 

c6anaHCI1poBaHHylO nepCCTpOHKY, B KOTOpylO OKa3anl1Cb 

BOIlJlClJCHHbIMI1 XpOMOCOMbl X 11 13 (Pl1c. I). fl16pl111lf3aUI1H 

in situ C QJJlYOPCCUCIlTHbIMI1 30H1laMI1, cncUl1QJI1lJHbIMI1llJlH 

npl1UCHTpOMCpHblX pcmOHOB XpOMOCOM X H 13/21 n031l0­

JlI1J1a yrOlJlIHTb nOJlOJKCHl1e UCHTpOMep XpOMOCOM, BOBJlC­

lJCHlIblX B ncpccTpotiKy (Pl1c. 2). B pC3YJlbTaTc XpOMOCOM­

HOro aHanl133 6bIJI YCTaHOIlJlCH CJ1CLlYIOWI1t'i Kap110TI1II: 

46,X,t(X; 13)(Xpter~Xq11 ?:: 13p 12~ 13ptcr; 

Xqtcr~XqII:: 13p 12--"7 13qter). 

TpallCJlOKaUlIH Me)j(fly ayrocoMoH H X-XpOMOCOMOii, aHa­

JlOrWIHblC 06Hapy)l(cHHoH HaMH, lJaU-lc BCCro IIBJlHIOTCH MY­

TaUl1eij de novo [II). B HaUlCM CJI)"lac MbI HC CMOrJlH nOJlY­

lJHTb orneT Ha Bonpoc 0 p011HTeJlbCKOM npOI1CXO)j(fleHI1I1 I1C­

CJlC11YCMOii a6cppauHI1, TaK KaK p01lI1TeJlH np06aHlla 6bIJlI1 

lIeIlocTynHbl Mil 06CJlC1l0IlaHHIl. <DcHon-m HOc;neJlbHI1U 

C6anaHCI1pOBaHHOH TpaHCJlOKaUI1H «X-ayrocOMa» onpcllc­

Jl5lCTC5I npCI1MYIUCCTBCHHO 1lBYMH epaKTOpaMI1: pacnOJlOJKC-

HHCM TO'ICK pa3pblBa 11 QJYHKUHOHaJlbHblM cTaTycoM llCpl1Ba­

Ta, KOTOpblH co6cmCHHO 11 3aBI1CHT OT YllacTKa X-XPOMOCO­

Mbl, BOBJlC'IeHIloro B ncpccTpot'iKy 11 OnpC11CJlHIOU-lCro CTaTyC 

MCTHJlHp013aHI1I1 ncpCCTpOCHHOH XpOMOCOMbl. KOM611HaUHH 

3epepCKTOB 3THX QJUKTOPOB 06ycJloBmlllaeT pa3Hoo6p33HblC 

KIlI1HWICCKHC COCTOHHI1H, KOTOpbIC, B CBOIO OlJCpCllb, ~loryr 

6bITb PU31lCJlCHbi Ha HCCKO]]bKO KUTCropI1ii [9J. 
I. nCpCCTpOCHHa51 XpOMOCOMa aKHIBHU BO BCCX KJlCTKaX, 11 

TOlJKa pa3pblBa HC IIOUpCJK1IaCT KaKI1X-m160 QJYHKUI10HaJlb­

HblX rCHOLl. HOCI1TCJlI1 TaKI1X lICpCCTpOCK HIlJ]51IOTCH aCI1MnTO­

MaTWIHblMH 11"111 npOHMHIOT OTllCJlbHblC npIDHaKI1 LlI1CrCHC­

31U1 roH31l [g, 91. TaKoli QJCHOTllfl 51BJIIICTCH npC06JJaLIalOU-lI1M 

CPCLlH HOCHTCJ1Ct'i TpaHCJJOKaUHH «X-ayrocoMa» (30-50%). 

2. llcpl1BaT aKTlIBCH BO BCCX KIlCTKax, O,llHaKO OLlHa HJJH 

06c TO'lKH pa3pblBa nOBpC)I(,llalOT KOLll1pYIOU\l1e nOCJ1CilOBa­

TCJJbHOCTH. 3Ta KaTcropHII naUHCHTOB OTJIWlaCTClI OT npe­

,llbl11YlueH TCM, lITO B KTlllHH'ICCKOH KapTI1He HOCHTCJlCt'i 

TpaHCJJOKaUI1H Ha6JJIO,llUIOTCil 'ICpTbl, xapaKTcpHblC 11ml MO­

1l0rCHHOH naTOJlOII1H. 

3. TpaHCJJOKaUHOHHbIH napHaHT «X-ayrocoMa.> nO,UBcp­

)I(eH HHaKTllIlaUI1H B ltaCTlI KIleTOK opraHH3Ma. TaKa5I Clny­

aUI151 BCTpClJaCTCIl Il 23% cJIYlJaCB HOCHTCJJbCTBa c6anaHcH­

pomlIlHoli TpaHCJlOKaWI H "X-ayrocOMa» [9]. M HOJKCCTBCH­

HblC Bp0)l(1leHHblC nopOKH H yMcTBcHHa51 OTCTanOCTb y HO­

CHTCJJc~i c6anaHcHpoBaHH blX TpaHCJlOKaUHii «X-a)'TOCOMa» 

MOIyT B03HHKaTb B CJJylJac HHaKTl1BaUHI1 ncpccTpocHHoli 

X-XPOMOCOMbl C YlJaCTKOM npf1COCilHHCHHoro K Hcii ayro­

COMHoro MaTepl1ana. TaKoc C06bITl1e npHBOLlHT K pacnpo­

CTpaHCHHIO HHaKTI1BaUI1H Ha BOBJJelJCHHblt'i B nepecTpoHKy 

ayrocoMHblij ccrMCHT, COlIpOBO)l(,lla5ICb cro BbIKTlIO'ICHl1eM, 

B pe3YJJbTaTe lJcro npOHCXOi1HT QJYHKUI10H3-'IbHaH .llCJlCUH51 

11aHHoro y'lacTKa. <DcHOTl1n HocHTcJleli TpaHCJJOKaUl111 B Ta­

KHX CJlY' la5IX 6Y.lleT COOTBCTCTBOBaTb QJcHOTHny HOCHTeJJCH 

,llCJJCllHH ,llUHHOro ayrocoMlloro JloKYca. 

<DCHOTlIn Hawct'i naUHCHTKI1 COOTBeTcrnycT KJlHHHlJe­

CKOMy Ofll1CaHI1lO naUI1CHTOIl C lJacTl1lJHoli MOHOCOMl1cii 13 

(Ta6Jll1ua). OLlHaKo, Il OTJIHlJl1e OT ony6JJHKOBaHllblx naH­

HbIX, HaMH .uonOJlHlnCJlbHO Bbl5IOJlCHO OTCyrCTBHC lJaCTI1 

JlCBoii TCMCHHoli KOCTI1. KpoMe TOro, y naUl1eHTKI1 6hlJlH 

OTMClJCHbI paCU-lCJJI1Ha TBep.llOfO Hc6a H .3f1lIJJCnCHH, 06Ha­

pyJKHLlaC\lble TaK)I(C y HOCHTCJICii Hcc6anaHcHpollaHHbix 

TpaHCJJOKaUI1H, C BOIlJJC'ICHI1CM XpOMOCOMbI 13 (l3q 12-qtcr) 

[8]. YlJHTblllaH 3TO, nOCJJC npOBc.uCHHH UI1TOrCHCTwlCCKOro 

HCC'Ic.uOBaHHII Hco6xOLll1MO 6blJJO I1CKIllOlJlHb HaJJl1lJl1e HC­

c6,UlaHCl1pOnilHHoH TpaHCJlOKaUHH, KOTopaH, 1l03MO)l(HO, 

HC MO)l(CT 6blTb o6Hapy)l(cHa II3-3a CBoero Hc6oJJbWOrO pa3­

Mcpa, 011HaKO npHBO.llHT K nOBpe)l(1lCHHIO I1JJI1 yrpaTc rCHOB 

KaK X-XpOMOCOMbl, TaK H 1l01l:IC' ICHIIOH B ncpccTpofIKy 

ayrocOMbI. llaHllbIC MOIICKyJlllpHo-llHToreHeTHlJeCKOrO HC­

CJle,llOBaHHH nOKa3anH coxpaHHOCTb npl1I(CHTpOMCpHbIX 

paiiOHOB IICpCCTpOCHHbIX XpOMOCOM (pHC. 2). TaKHM 06pa­

30M, cOlloKynHocTb K.1HHHlJCCKHX lla6J1IOLlcHHt'i H PC3YJlbTa­

TOB MOJleKYJJllpHO-UlHorCHCTl1lJCCKOrO lICCJlC,llOBaHlIlI no­

3BOJJ5ICT npcnnOJJO)l(lITb, 'ITO y HaWCH naUI1CIITKH npOH­

30WJla QJYIIKUHOHanbH311 LlCJlCUH5I y'lacTKa XpOMOCOMbI 13 

npll lIHaKTHBaUlIl1 ncpccTpOCHHOH XpOMOCOMbl t(X; 13). 
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Ta6J7I1l.ja npl1 I1HaKTI113aUI1I1 nCpCCTpOeHHOH X-XPOMOCOMLI TaK­

)I(e MO)l(eT He I1HaKH1Ill1p0I3aTLO! ee OTilCnLHLl11 ccr­

MeHT(LI), 'ITO npll13eileT K cra <PYHKUI10HanLHOii nl1COMl111 C 

C00Tl3eTCT13YIOIll11M <peHOTl1nl1'leCKI1M npmlI3neHI1CM [9]. 
CJIY' lal1 MaHI1<pecTaUI1I1 X-cucnneHHLlx CI1HnpOMOB onl1ca­

HLI 13 nl1TepaType npl1 C6anaHCl1p013aHHLIX TpaHcnOKaumIX 

X 11 XpOMOCOMLI 3 [7) - CI1HilPOM ]loy, XpOMOCOM X 11 9 
112]- CI1HilPOM Harepa. Correa-Cerro C COaI3TOpaMI1 npen­

CTa13JleH cJly'laH rl1nOMe.~aH03a l·1To y naUl1eHTKll C 

t(X; 13)(q IO;q 10) KaK pnyJILTaT CPYHKUl10HanLHOH nI1CO­

MI1I1 Xp 15 J. Donc3HL MeHKcca, X-CuenJleHHOC HapyweHI1C 

06MeHa Menl1, nl1arHOCHlpOI3aHa y JJ.eI30LJKI1, I1MelOIllCii c6a­

JlaHCl1pOI3aHHYIO TpaHCJlOKaUl11O 46,X,t(X; 13)(q 13.3;q 14.3) 

13J. A13TOPLI OTMe'laIOT, LJTO TOLJKI1 pa3pLII3a Ha X-XpOMOCO­

Me 11 13 XpOMOCOMC COI3naJJ.aIOT C JlOKycaMI1, OTBCTCT13eHHLI­

Mil COOTBCTCT13eHHO 3a np05lIlneHl1e 60Jle3HeH MCHKeca 11 

Bl1nLCOHa-KoHOI3anOBa. B HaweM Ha6J1lOnCHI1I1 y naUl1eH­

TKll X-CuenJlCHHLIX 3a6one13aHI1H He I3LI5IBJlCHO. 

Ha OCHOBaHl111 COBpeMCHHLIX npcnCTaBJleHl111 06 I1HaKHI­

BaUl111 X-XPOMOCOMLI y )I(CHIllI1H [ 10], MO)l(HO npcJJ.no.~o­

)I(I1TL, LJTO pacnpOCTpaHeHl1e MeTI1J1l1p0I3aHI151 Ha TpaHCJlO­

Ul1pOBaHHylO XpOMOCOMy 13 13 'laCTI1 K.~CTOK mlUl1eHTKI1 

<PYHKUI10IlanLHO COOTBcTcTI3yeT M03al1LJHOMY Bapl1allTY nOJl­

HOH 11J111 LJaCT!1'IHoti. MOHOCOMI1I1 13. C JJ.pyroH CTOpOHLI, Ha­

Jll1'me OTJJ.eJlLHoro KopOTKoro nJleLJa X-XPOMOCOMbI C I1I1TaK­

THOH ueHTpoMepoii, 06Hapy)l(eHHoro y Haweti naUI1CHTKI1, 

MO)l(eT BHeCTI1 CBOI1 BKJlM I3 KJlI1HI1LJeCKYIO KapTI1Hy LJCpC3 

q)YHKUI10HaJ1LHYIO nl1COMl11O JlOK,mI130BaHHLIX B HeM rCHOI3. 

B naHHOM cJlyLJae 6yneT I1MeTL MCCTO M03alJlIHLll1 Bapl1aHT 

HapywCHI151 MeXaHl13Ma JJ.030BOH KOMneHCaUl111 no OTHOWC­

111110 K reHaM KOpOTKOro nJleLJa X-XPOMOCOMLI. K CO)l(,me­

HI1IO, Hawa naUl1eHTKa OKa3aJJaCL HeJJ.ocrym~oH nml npOBe­

neHI151 aHanl1Ja cTaryca I1HaKTI1I3aUI1I1 X-XPOMOCOMLI, LJTO He 

n03I30JlI1J10 OCYllleCTBI1TL np013CpKy BLlCKa3aHIlOH fl1nOTe3LI. 
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Case of rare balanced translocation between chromosome X and 13 
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Phenotype of patient with balanced translocation between chromosomes X and 13 is described. Possible mechanisms of 
clinical manifestation in carriers of translocations between sex chromosomes and autosomes are discussed. 
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