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HONOBBIMU XPOMOCOMAMU U AYMOCOMAMU.

Brenenne

Cay4yan HOCHTENLCTBA TPAHCIOKALIMI MCXKIY ayTOCOMaMH
M X-XpOMOCOMOMW peikM M BcTpevaroTes ¢ yactotod 1:300
000 [4]. XKeHwMHBL, UMetOWHE cOATAHCMPOBAHHYIO TPaHC-
JIOKALMIO MeXIy X-XpOMOCOMOH M ayTOCOMOM, SABIISIOTCS
KJIMHHYECKU TeTepPOTeHHOM IPYIMNoOi NALUEHTOB, ¥ KOTOPbIX
NOJIOXKEHUE TOUKH pa3pbiBa Ha X-XPOMOCOME MOXET OKa34aTh
pausiiie Ha eHotun. B pabore Schmidt ¢ coasTopamu Ha
OCHOBAHMM JAHHBIX O 122 cayuasix paccMaTpUBAKOTCSl Bapu-
AHTBl HHAKTUBALMU X-XPOMOCOMbI MPU COANAHCUPOBAHHBIX
TpaHcaoKalMsax X-ayTocoMa y KeHiuuH [9]. Waters ¢ coanro-
paMu MPEACTABMIIM PETPOCHEKTUBHBIA 0030p 104 ciyuaes u
MPOBCIU aHANU3 (peHOTUNIHUeCKUX 3hPeKToB chaaHcUpo-
BaHHBIX TpaHCIOKaUUi THMa X-ayrocoma [11]: MHOXecTReH-
HbI€ BPOX/IEHHbBIE MTOPOKH PA3BUTHS U/WIH 3alIepKKa pa3Bu-
TUsi ObITd Y 42% nNauMeHTOK, AMChYHKLMS roHan — v 35%,
(heHOTHNIMUECKH HOPMAIbHbBIE XEHIUMHBI C TOBTOPSIIOILW-
MUCS BBIKH/BILIAMM cOCTaBWIN 15%, siBHble X-CliernieHHble
CUHAPOMBI YCTAHORMEHBI B 8% cnyyaen. YUUTbIBAS PeKOCTb
YKa3aHHBIX XPOMOCOMHBIX HapyillEHUIH, CBEJIEHHUs] O HOBBIX
CAYYAsIX MX HOCHUTEILCTRA 3aCNYKUBAIOT 0COBOTO PaccMoTpe -
HUsi. Mbl npeacrapasieM ciyuai cbanaHcMpOBaHHOMW TpaHC-
JOKAUMU Mexay X-XpOMOCOMOW M ayTocOMOil y MeBOYKH
(1 ron 9 mec.).

Marepuaibl H MeTOAB

LluToreHeTHUCCKHME MpPEnaparsl Moayqyaad U3 auMdQoru-
TOBR TepUdEepUIeCKOH KPOBU, KYJILTUBUPOBAHHBIX B Teue-
HHUe 72 U B COOTBETCTBHU C OOILENPUHSITOH METOAUKOM, LIS
IndhepeHUIMANBHOTO OKPALIMBAHUS XPOMOCOM HMCIONIB30-
BA/IM TPUNCUHOBLIA Meton [l]. [nsi onpeneneHus JOKaau-
3allMK [IEHTPOMEPHBIX TMTOCNeN0BATEeIbHOCTEH HAa XPOMOCO-
Max, BOBJEUCHHBIX B TPAHCIOKALMIO, MPUMCHSIU ditopec-
LUCHTHYIO /A Situ TAOPUAM3ALMIO C UCTIONB30BAHHUEM LIEHTPO-
mepocreunduunbix 3ou108 D13Z1/D21Z1 v DXZI1. 3oH-

Abl nIoJiyyalmu MeETOJAOM HUK-TPAHCISIIIMK  TJTa3MUJIHOTIO,

JAHK-BekTOpa, conepkaliero BCTaBKU UEHTPOMEPHbIX ajlb-
(ha-caTennUTHBIX Mocnea0BaTENBHOCTEH COOTBETCTBYIOLIMX
xpomocoM. [Mnasmuanyio AHK Beiaensnin ¢ momolibio Ha-
6opa Wizard Minipreps, cOracHO MHCTPYKLIMH TTPOU3BOIH-

tens (Promega, CUIA). B kauecte nHT®, Hecymmx dayo-
pecueHTHbie  TIPYNNUPOBKH, MpUMeHsUIM  dutyopeclie-
HH-12-dUTP mna DI3Z1/D21Z1 u TAMRA-5-dUTP ans
DXZ! (buoCaH, r.HoBocubupck). I'ubpuausauuio in situ
NIPOBOAMIU B COOTBETCTBHM CO CTAHAAPTHBIM MPOTOKONIOM €
He3HAYMTENbHBIMH MoaubukauusiMu [2]. Tubpuansauuio
JHK-30H10B ¢ XPOMOCOMHBIMM MMULICHSIMH BEM B TCue-
Hue Houd (15—18 u) npu 37°C B TepMOCTATHPOBAHHOMA
BraxHoi kamepe ThermoBrite (Abbott Molecular). KoHrt-
PacTHYIO OKPacKy NpPEnapaToB OCYUICCTBIANM € TIOMOILbIO
pactBopa DAPI B koueuHoil koHueHTpaunu 0,3 MkM.

PesyabTatsl U 06cyxaeHne

[Tpy mnpoBCAEHHH MOHMWTOPHHTA BPOXIEHHBIX TMOPOKOB
pa3BUTHA ObUT 3aperucTpUpoOBaH Ciydail poxaeHusi pebeHka
KEHCKOTO MMO0Na € MHOXECTBEHHBIMU TMOPOKAMU DPA3BHTHSI.
CeMbst ¢ peOeHKOM ObLTa MPUTAALIEHA HA TPUEM K TeHETHKY.

Boszpact naumeHTtku — | roa 9 mec., poct 84 cM, Bec 12 kr.
PebeHok oT 6-i1 GepeMeHHOCTH, BTOPbIX PomoB (neppast Hepe-
MEHHOCTb 3aKOHYWIACH POXKIAEHHUEM 30pOBOT0 MaTbYMKA, TI0-
cleayiolHe — MeIULIMHCKUMU abopTamu). IeBouka poaHiach
OT JIOHOLlIeHHOW GepeMeHHocTH (Macca 3590 r, poct 53 cm),
NpoTeKaBlICH ¢ Yyrpo30M ApepblBaHUs B IIEPBOM TPUMECTPE, B
COCTOSIHUM acchukcHM. Ponurend M craplidii CblH 310pOBBI,
pOOC/IOBHAs He OTSrOLLIEHA, KPOBHOE POACTBO OTPHLIAIOT.

[Ipu poxacHuu pebeHka ObLIM OTMeueHbl JedOopMaluu
yepera, JIMLEBbIe AMCMOPhHH, pacuieiMHa TBEpIOro Heba,
Heopa3BUTHE JIEBOTO JIOKTEBOro cycrapa. [IcMxoMoTopHOe
pPa3BUTUE NPOTEKANO € 3a0epKKOH U HA MOMEHT 06cac0Ba-
HUSA COOTBETCTBOBA/IO BO3pacTy 5—6 Mec. B TeueHue nepporo
rofa KM3HW HAOJIIOAATHCh HYacTble NPOCTYAHBIE 3a60CBAHHS
v oTUThL. B 11 Mec. MosiBUIMCH TOHHKO-KIOHUYECKHE, [1PO-
JIOKATENbHBIE cynopord. PebeHok Habnonancs y HeppoJo-
ra no MECTY KUTENbCTBA C JUATHO3OM: 8POXCOCHHAA AHOMANUS
Paseumust MUUEB020 CKeAema U 20108H020 M032a, CUMAMOMA-
MUHeCKas INUICACUSA, 3A0ePHCKA NHCUXOMOMOPHO0 PAIGUMUS.

[1pu ocMOTpe MauMeHTKHU BPauOM-reHCTHKOM OTMEUeHO
BBIPAKCHHOE OTCTABAHME [ICUXOMOTOPHOIO pPasBUTHs, a
HMCHHO pebeHOK CHAHT C MOAACPKKOM, He XOAUT U He pa3-
ropapuBaer. BeisiBneHbl clienyiollive NMOPOKU PasBUTHA H
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Puc. 1. AnddeperuuancHas oKkpacka xpOMOCOM, BOB/IEYEHHLIX B nepe-
CTPOWKY W WX UHTAKTHBIX FOMOJIOTOB:

A — HOpManbLHas xpoMocoma X;

B — HopmMansHas xpomocoma 13;

B — der{13){Xqgter—Xq11::13p12—13qter);

" — der{X)}{Xpter—Xq11?::13p12—13pter)

auduesble  aucMopdun: Muxkpouedanus, aedopmauus u
ACUMMETPUS uepena, AeeKT 1eBOU TEMEHHON KOCTH, NJo-
cKas, IIMPOKasi, BBICTYNAIOLIAs MEPEHOCHULA («rpeueckKuit
npodunbs), rHNEPTeNOPU3M, 3MUKAHT, NTO3 BEK, IJ1a3Hble
LIeNM Pa3iMYHOrO pasMmepa, pacrofioXeHHble HECHMMeT-
PUYHO, KOPOTKHUI (hHILTP, OTKPHIBAIOLIMIA BEPXHUE PE3LLIBI,
MHUKpPOTHaTUA, pacllue/iMHa TBepaoro Heba, KOHTpaKTypa Jie-
BOT'O JIOKTEBOI'O CYCTaRa.

[TopokoB pa3BHUTHSI BHYTPEHHUX OPraHOB HE BBISBIEHO.
[To JaHHBIM YABTPA3BYKOBOIO HCCICAOBAHMS TOJOBHOIO
MO3r'a [HarHOCTUPOBAHA TMTIONIA3Us KOPBI MPABOro Mojy-
1IAPHS TOJAOBHOTO MO3ra C OTCYTCTBHEM UYacTH JIEBOH TC-
MeHHOI koctu. [lpy nposeneHUH anekTpoldHuedanorpa-
(bu1 ObUIK BBISIBICHBI O4AroBbLIC U3MEHEHNS B LLEHTPANLHOM
BMCOUYHONI 00aCTH CAeBa: DIUAKTUBHOCTD B BUUC CAMHMY-
HbIX KOMIIJIEKCOB MO THNY «OCTpas — MeMUICHHAA BONHa».
Ha ocHoBanuM pe3ynpTatoB ofciieoBaHKA nauneHTka Obl-
J1a HarpaBjeHa Ha LIMTOI'CHETUYECKOE HCCAea0Balne.

AHanu3s G—OKpaLLleHHbIX XpOMOCOM TIIO3BOJIN.1 BbISABHTb
cOalaHCUPOBAaHHYIO [epPeCTPOMKY, B KOTOPYIO OKa3anMCh
BOBJIEYEHHBIMH XpOMOCOMBI X W 13 (puc. 1). Fubpuanszauuns
in situ ¢ GAyopcCUEHTHLIMU 30HAaMH, CIEUW(PHUHBIMHA A4
MPHLIEHTPOMEPHBIX PerHOHOB xpoMocoMm X u 13/21 nospo-
JIMNa YTOUHHTDL MOJOXKEHHUE LIEHTPOMED XPOMOCOM, BOBJIC-
YeHHBIX B NEPECTpoiky (puc. 2). B pe3y/ibTaTe XpOMOCOM-
HOI0 aHaM3a ObLT YCTAHOBJIEH CEAYIOILNI KaPUOTHIL;

46, X, t(X;13)(Xpter»>Xql 17::13p 12— 13pter;
Xqter—Xgl1::13pl2—13qter).

TpaHcokaulu Mexily ayTocoMoit U X-XpOMOCOMOM, aHa-
JIOTHYHBIC OOHApYXEHHOM HAMM, Yallle BCEro SABJSIOTCS My-
Taumeit de novo [11]. B Haitlem ciyuae Mbl He CMOIJIH MOJTY-
YHTb OTBET HAa BOAPOC O POANTESILCKOM FIPOHCXOXICHHUH HC-
cnenyeMoi abeppallMy, TaK Kak poaMTeau npobanaa 6puid
HefocTyrHbl st obcnenoBaHus. MEHOTHNI HOCUTEIbHHLL
cOATaHCUPOBAHHON TpaHCAOKALIHK «X-ayTocoMa» orpelie-
JISIeTCSl TIPEUMYILIECTBEHHO ABYMSI (haKTOpaMH: pacllionoxe-

HUEM TOUEK pa3pbiBa U (PYHKUMOHAIBHBIM CTATYCOM E€pPHBa-
Ta, KOTOPbIH COOCTBEHHO U 3aBUCHUT OT yuacTka X-XpoOMOCo-
MBI, BOBJIEUECHIIOIO B NEPECTPOIKY M OMPERESIOLIEIO CTATYC
METHJIMPOBAHUS TIEPECTPOEHHOM XpoMocoMbl. KoMOHHaLMsS
addekToB 3THX (AKTOPOB O0YC/IOBIMBAECT Pa3HOOOpPa3HblE
KJIHHHUYECKHE COCTOSIHUS, KOTOPLIE, B CBOIO OUYEPEAb, MOTYT
ObITh pa3aeneHbl Ha HECKOIBKO Kareropuii [9).

1. INepecTpocHHAsg XpOMOCOMA AKTHBHA BO BCEX KICTKAX, U
TOYKA Pa3pLiBa HE HOBPEXJIAeT KaKUX-1H00 ¢yHKUHOHANIb-
HbIX reHoB. HOCHTENN TaKMX NEPECTPOCK SBASIOTCH ACUMITTO-
MaTHYHBIMU WM TIPOSIBASIIOT OTAC/ABHbBIE TIPU3HAKH AMCIeHe-
3un roHaz [8, 9|. Taxkoil deHoTHN siBsiCTCs IPeoOIaaaoUIMM
cpead HocuTeneh Tpanciaokaumit «X-ayrocoma» (30—50%).

2. JlepyBaT aKTUBEH BO BCEX KNETKAX, OAHAKO OJHA WU
0o0¢e TOUKH pa3pbiBa MNOBPEXAAIOT KOAUPYIOLME MOCTEI0BA-
TeJbHOCTH. DTa KaTeropus MauHUeHTOB OTJIHMUAETCS OT 1pe-
ObLIYILEH TEM, UTO B KJIMHHUECKOH KapTuUHe HocuTesnei
TPAHCJIOKAUM K HADMIOAIOTCS YEPThl, XapaKTeEPHbIE ATl MO-
HOICHHOHM NMAaTOJIOIUK.

3. TpaHCIOKALIMOHHbBII BAPHAHT «X-ayTOCOMa» HOIBEP-~
XKEH HHAKTUBAUMH B HaCTH KJIETOK opranusmMa. Takasi cuty-
auHst BeTpeuaeTcs B 23% ciiydaes HOCUTENLCTBA COanaHcu-
poBaAHHON TpaHciokaunu «X-aytocoMa» [9]. MHoxecTBeH-
HbIE BPOXICHHbLIC MOPOKH M YMCTBEHHAsSI OTCTUIOCTL ¥ HO-
cHUTEICH COANaHCHPOBAaHHBIX TpaHchoKauuii «X-ayrocoma»
MOIVT BO3HMKATL B Clyyae MHAKTHBALMUMW TMEPECTPOCHHOM
X-XpOMOCOMBI € YYdCTKOM TIPHCOCAMHEHHOrO K HEM ayTo-
COMHOTo Matepuasia. Takoe coObITHE NPHBOAMT K pacnpo-
CTPAHEHMIO HHAKTUBAUKH Ha BOBAEYCHHbII B NepecTporKy
AyTOCOMHBIH CEIMEHT, COIIPOBOXAANACH €I0 BLIKJIIOUCHHEM,
B PE3YJbTATE UCIO MPOUCXOAUT (HYHKIIMOHAIBHAA JeaCUMs
naHHoro yuactka. DeHOTMI HocUTeNElt TPAHCTOKALUMU B Ta-
KMX CiIyuqasix OyJAeT COOTBETCTBOBAThH (DEHOTHITY HOCHTEIEH
AJCJICIIMKM JaHHOTIO ayTOCOMIIOro JIOKyca.

PdeHoTHN Haluel MAlUHEHTKH COOTBETCTBYET KJIWHHYE-
CKOMY OMMCaHKIO MalMEHTOB ¢ YaCTUYHOI MOHocoMHei 13
(tabunua). OaHaKo, B OTAHYHE OT ONYOJIMKOBAHHbIX AaH-
HbIX, HAMMW JAOMNOJHHTEILHO BBISIBJIEHO OTCYTCTBHME YdCTH
NeBOH TeMeHHOH KocTH. KpoMe TOoro, y rmauMeHTKH ObLnn
OTMEYEHbI Pacule/iMHa TBEpPAOro Heba W 3NUencus, obHa-
py:KuBaeMble TaKXe Yy HOCHTE el HecOanaHCHPOBAHHBIX
TPAHCIOKAUMiA, ¢ BosIeueHUeM xpomocoMel 13 (13ql2-qter)
[8]. YuuTbIBas 370, MOC/AC NPOBEACHHS UMTOrEHETHUECKOTO
UCCACAOBAHUS HEOOXOAMMO ObUIO UCKITIOUHUTL HAJTHYHE He-
cOATAHCUPOBAHHON TpAHCIOKALMH, KOTOpasi, BO3MOXHO,
HE MOXKET ObITh ODHApYXeHa M3-3a CBOEro HebOoMbILoro pas-
MEpa, OJIHAKO NIPUBOAUT K NOBPEXAEHHUIO WU YTPATe TEHOB
KaK X-XpOMOCOMbI, TaK M BOBICYUCHHOH B NCPECTpOiKy
ayTocoMbl. JJaHHbIE MOJEKYJIAPHO-1IUTOTEHETUYECKOTO HC-
C/IEJIOBAHUSA [10KA3aM COXPAHHOCTb HPHIIEHTPOMEPHbIX
paitoHOB 11EPECTPOCHHBIX XPOMOCOM (pHc. 2). Takum obpa-
30M, COBOKYIMHOCTb KTHHUUECKHUX HAOMIOICHHA H pe3yiibTa-
TOB MOJIEKY/IAPHO-LUIMTOIeHETUUCCKOrO HCCe0BaHUs MO~
3BOJIIET MPeAnoa0XHTh, YTO Y Halleil MalMeHTKU MpOu-
30118 (DYHKUHOHAABHAS AC/ACUMs yUACTKA XPOMOCOMBI |3
MpH UHAKTHBALIMK TIePEeCTPOCHHON XpoMocoMbl t(X;13).
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Tabrmya
dJeHOTManeCKMe MapKepbl MOHOCOMMH 13q

- -

( Mpu3Haxu, onwcaHHb»eBnMTepaType [6, 9] ‘CO6CTB€HHO€‘
I Ha6ntopeHve |
) i

. -
OcHOBHbIE KHMHVI‘-IeCKMe l'IpMBHaKVI

MMKDOLLe(baﬂMﬂ +

Mnockas WKnpokas esicTynawLas nepenocvu_ta
(rpeqecxmm FIDO(DVInb) |

prngle pe3upl (3as4bK) +

KopoTkurt GunbTp, oTKPLIBAIOLLWA BerHMe
pesugl

AreHeavm ny4eBOMN KOCTH - |

yMCTBeHHaﬂ OTCTaﬂOCTb +

| ConyTcTBYIOWME KNUHUYECKUE an3HaKM

Wﬂuueable ancmoppum

}Lrwnepjenopwamv

\l AcuMMeTpua nnua

| AnukaHT

+
+
ACUMMETPUSA rNa3HbIX Wwenen +
VI P e A ~ .
+

ﬂT03 BEK

MMKpOd)TaﬂbMVIﬂ -

'KonoBoma papyxkn, cetyaTku -

! I'lnocn<0e He6o -

Pacm,enMHa TBEPAOrO He6a | +

MMKpOI’HaTMﬂ

ArHomanuu paaaurm: ckesnera

| KOpOTKaﬂ wes +

nOﬂCHVNHaﬂ erCTLLOBaF{ areHeavm -

MHoxecTBeHHbIe peépa -

Fwnonnaavm areHesus 60nbUJOFO nanbua : -

_— - 4

.CMH,D,aKTI/U'Mﬂ - !

ﬂO}'IVI,D,aKTI/IJMﬂ -

KOHTpakTypa /1eBoro fIoKTEBOro cycrasa N +

OTcyTcTBUE 4actm neaoﬁ TemeHHoﬁ KOCTN

\Lﬂopoxu Pa3BUTUR BHYTPEHHUX OPraHos

\( Kle‘ITOpXM3M

‘ rmnocnap,wﬂ -

ATpe3us aHyca -

BpoxzeHHsie Nopokv cepaua - :

Mvnonnasws nouexk r -

[lopoku pa3suTua UEHTPANLHON HEPBHOW CUCTEMbI

AHaHu,quanvm -

rononpoaeHLLe¢>anvm -

| AreHesausi MO30NINCTOTO Tena -

'unonnasnsg Kopbi npasoro nonyujapwﬂ ronos-
OFO MO3I'a

ApMHaHueq,)anMﬂ -

3anepxka (bwsmuecxoro 7] HepBHO ncuxuvye-
CKOro pa3Butus

3nunencusa +

[Mpy MHAKTUBALMU TCPECTPOCHHON X-XpOMOCOMDBI TaK-
Xe MOXET He MWHAKTHBUPOBAThCH €€ OTACAbHBIA cer-
MEHT(bl), YTO MPHBEAET K ¢ro hyHKLUMOHAIbHON AMCOMUU C
COOTBETCTBYIOHIMM (peHOTUNUUECKUM TMposiBieHUeM |9].
Cityyay Manudectaunm X-cUCnaeHHbIX CHHAPOMOB ONMUCa-
Hbl B JIMTepaType NpH COANTAHCUPOBAHHbBIX TPAHCIOKALIMSIX
X H xpoMocombl 3 [7] — cuHapom Jloy, xpomocom X H 9
|12] — cunapom Harepa. Correa-Cerro ¢ coaBTopaMy npe-
cTapjeH ciayyad runomenaHo3a MTo y naumeHTKU ¢
t(X;13)(ql0;q10) kak pe3yabTar (GYHKUMOHATLHOH AMCO-
muu Xp |5]. boaesns Menkeca, X-cLeNIEHHOC HAPYLIEHUC
o0OMeHa MelM, IMaTHOCTHPOBaHa Yy JIEBOYKH, UMEIOLICH cba-
JJAHCUPOBaHHYIO TpaHcaokauuw 46.X,t(X;13)(ql13.3;q14.3)
|3]. ABTOpBI OTMEUAIOT, YTO TOUKHM pa3pbiBa Ha X-XpOMOCO-
Me 1 13 XxpoMOCOMCe COBMAAAIOT C JIOKYCAMM, OTBCTCTBEHHbi~
MU COOTBCTCTBEHHO 3a nposigieHUe Oone3Heid MceHkeca u
BunbcoHa—Konosanosa. B HaleM HaGMIOACHUHY Y NAUUEH-
TKM X-CUEIUICHHbIX 3a001eBaHNil He BbISIBACHO.

Ha ocHOBaHHHW COBpEMCHHbIX NPEACTaBAEHHIA 00 MHAKTH-
BaLIMKM X-XPOMOCOMBI V¥ XCHIIMH [10], MOXHO npeanono-
XHTb, YTO paclpocTpaHeHue METHIUPOBAHUSI Ha TPAHCIO-
LUMPOBAHHYIO XpoMocoMy 13 B 4acTM KJICTOK MALIMEHTKH
(PYHKUHMONIATLHO COOTBCTCTBYET MO3aHYHOMY BapHaHTy IoOJ-
HOI WK YyacTHUHONH MoHOocoMuH 13. C apyToit CTOpOHbI, Ha-
JIMUME OTAEIbHOTO KOPOTKOTO MJleya X-XpoOMOCOMbI € MHTAK -
THOU LEHTPOMepOoil, OOHAPYXEHHOTO Y Halllei MallMCHTKH,
MOXET BHECTH CBOW BKJIAal B KIMHHUYECKYK KapTHHY 4cpes
(PYHKUMOHANBHYIO AMCOMUIO JIOKATH30BAHHBIX B HEM [CHOB.
B nanHoM cnyuae OyzeT MUMeTh MCCTO MO3AWUHBIA BapUaHT
HapyLICHUS MEXaHU3Ma JO30BOH KOMITEHCALIHU MO OTHOLLC-
HHUIO K reHaM KOpoTKoro rieda X-xpomocoMbl. K coxane-
HHIO, HAlla MalMeHTKa oKa3anach HEAOCTYITHON st TPOBe-
JeHUs] aHANIM3a CTaTyCca HHAKTUBALIMM X-XPOMOCOMbI, UTO He
MO3BOIUJIO OCYHIECTBUTD IIPOBEPKY BbICKA3aHHOW THIIOTE3bI.
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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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