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TpaHcnokaumm ¢ y4acTMeM XpoMOCOMbI X 1 ayTOCOMbI SIBASIOTCS IOBOJIbHO PEAKUM COBLITUEM U XapaKTepU3YloTCs 3HAYNTESb-
HoVi BapuabenbHOCTbIo heHoTuna. HecbanaHcnpoBaHHbIE X-ayTOCOMHbIE TPaAHCAOKaLMM MOTYT NPUBOANTbL Kak K MHOXECTBEHHbIM
BPOXAEHHbLIM MOPOoKaM 1 3afiepXKe Pas3BUTKS, Tak U Bbi3blBaTb TOMbKO AWCTEHE3NI0 roHa 6e3 YyMCTBEHHON OTCTanoCTV U ApYrux
aHoManuin deHoTvna. MpeacTaBieHbl AaHHbLIE KIIMHUYECKOTr0, LLUTOrE@HETUYECKOr0 U MOJEKY/ISPHO-LMTOreHeTUYECKOro uccnenoBa-
HWS OBYX NaLMEHTOB C HecbanaHCMPOBaHHbIMU X-ayTOCOMHbIMY TPAHCIOKALMAMU de novo ¢ pas3nuyHbIMU GEHOTUMNYECKMI NPO-
SIBNIEHUSIMMN, KOTOPbIE MOTYT ObITb 0OBACHEHbI XapaKTepPOM NHAKTMBALMN NEPECTPOEHHOW X XPOMOCOMBbI.
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Phenotypic variability in patients with de novo unbalanced X-autosomal translocations
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Translocations involving an X chromosome and an autosome are rare and are associated with a variable phenotype. Most unbal-
anced X-autosomal translocations result in multiple abnormalities; a smaller proportion cause gonadal dysgenesis without other
anomalies or mental retardation. We present clinical, cytogenetic and molecular cytogenetic findings of two patients with de novo un-
balanced X-autosomal translocations with different phenotypic features which may be explained by the pattern of inactivation of the

derivate chromosome X.
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Brenenne

TpaHcaokauum Mexmay XpoMocoMoil X M ayTocoMaMu
JIOCTATOYHO PeAKU U BcTpevaroTes ¢ yactotoit 1:300000 [1].
Kak cbamancupoBaHHble, TaK U HecOaJaHCMPOBAaHHEIC Ba-
pUaHThl X-ayTOCOMHBIX TPAHCJIOKAIIMI OTJIMYAKOTCSI 00JIb-
1101 BaprabeIbHOCThIO KIIMHUYECKUX TPOSIBICHUI U MMe-
10T 0COOEHHOCTHU, CBsI3aHHbIE ¢ (PEHOMEHOM MHAKTUBALUU
xpomocoMbl X [2—4].

Kak u3BecTHO, B COMaTMYECKMX KJIETKAaX 3M0POBBIX XKEH-
LIMH OffHAa XpoMocoma X TOJIBEPraeTcsi MHAaKTUBALIMU, KOM-
TEHCUPYS 103y TEHOB Y IBYX MMOJIOB. HAKTUBALIMS TTPOUCXO-
JUT B TIEPUOJI PAHHEr0 SMOPHUOHAIBHOTO pa3BUTUSL. TpaHc-
KPUIILIMOHHBIN CalJIEHCMHT MHULIMKPYETCS CIydyaliHbIM 00-
pazom B ueHTpe wuHakTuBauuu (XIC), pacrnonoxeHHOM
B paitoHe Xql3 Ha mo00ii U3 IByX XpOMOCOM X U pacrpo-
cTpaHsieTcss B 000MX HarpaBJICHUSIX BIOJb XPOMOCOMBI. DTO
MPUBOIUT K MO3aWIIM3MY TI0 ABYM KJIOHaM KJIETOK, SKCIIpeC-
CUPYIOIINM aJUTeJT! OTHOBCKUX MJTM MaTePUHCKUX XPOMOCOM
X. I1pu aTOM HE BCe TeHBI B X-XpOMOCOME MHAKTUBUPOBAHEI.
ITpumepHo 15% reHoB He MoABEpraeTCcs MHAKTUBALIMU U K-
CIIpeccupyeTcsl Kak B aKTUBHBIX, TaK M HEAKTHBHBIX XPOMO-
comax X. BoJbIIMHCTBO reHOB, M30eralolux MHAKTUBALIUH,
pacrojiokeHbl Ha KOPOTKOM TUIEYE€ XPOMOCOMBI, MEHBIIIEe
KOJINYECTBO — Ha JUIMHHOM Irieue [5].

I1pu HecOamaHCHPOBAHHBIX X-ayTOCOMHBIX TPaHCJIOKa-
LMSIX MHAKTUBALMS I€PUBATHONM XPOMOCOMBI COMPOBOXKIA-
€TCsl pacripoCTpaHeHUEM TPAHCKPUIIIMOHHOTO CallJIeHCUH-
ra Ha ayrocoMHbiit pparment [3]. [Ipu aToM HabmOmaeTcs
HecJlyyaiiHasi ”HAaKTUBAlMsl, KOTrJa B OOJILIIMHCTBE COMAaTH-
YecKMX KJIeTOK OpraHrM3Ma JepuBaTHasi XpoMOcoMa MHAKTHU-
BUpPYETCsI, a HOpMaJIbHasi XpOMOCOMa X OCTAeTCsl aKTUBHOIA,
YTO OTpakaeT BTOPUUYHYIO CEJIEKIIMIO TTPOTUB TeHETHUECKU
HecOaJTaHCMPOBAHHBIX KJIETOK B MEPUOJ] PaHHEro aMOpuo-
HaJIbHOTO pa3BuTus [4].

MaTepl/laJlbl N METOIbI

XpOMOCOMHBIE TpernapaThl Ui LUTOT€HETUYECKOTO
(GTG-banding) u  MOJEKYJISIPHO-IIUTOTEHETUUECKOTO
(FISH) ananu3za nonyyanu n3 @LA-cTUMYIMPOBAHHOM K-
JILTYPBI TUMMOLUTOB MepudepruuecKoil KpOBU O CTaHIap-
THBIM METOIMKAM.

®nyopecueHTHyo in situ ruopuaunsanmio (FISH) nmposo-
WA TI0 TIPOTOKOJIaM (bUpM-TIpou3BoauTeNeil. Mcmonb3o-
Bach JJHK-30HIbI: Ha IEHTPOMEPHBI PaiioH XPOMOCOMBI
18 (SE 18 (D18Z1), Kreatech, Hunepnanasl), cyoTenomep-
Hble paiioHbl xpoMocoM 18 u X (Sub Telomere 18pter, Sub
Telomere 18qter, Sub Telomere XYpter, Sub Telomere XYq-
ter, Kreatech, Hunepnannbr), a takxke mBAND X, mBAND
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12, mBAND 18 u mFISH (MetaSystems, I'epmanust). st
rubpuauzanun  JIHK-30H10B ucnonb3oBajiach cuUcTteMa
ThermoBrite (Abbott Molecular, CIIUA). FISH-ananus
MPOBOAMJICSI Ha JIIOMUHMCIIEHTHOM MUKpocKore Axiolma-
ger.M1 (ZEISS, I'epmanus) ¢ ucrosb30BaHUEM MTPOTPAMMBI
aHanu3a u3obpaxenus Isis (MetaSystems, ['epmanHust).

PesyabTaTh

IIpencraBieHbl KIMHUYECKUE, LIMTOTEHETUUECKUE U MO-
JIEKYJISIPHO-LIUTOTEHETUYECKME JaHHbIE JABYX IallMEHTOB
¢ HecOalaHCUPOBAaHHBIMU X-ayTOCOMHBIMU TPAHCIOKAIIMSI -
MM, BO3HUKIIIUMU de novo.

Puc. 1. ®parmeHT MeTadasHoi NNaCTUHKKL C AepUBATHOM XPOMOCOMON
X B pesynbTtate TpaHcaokaumu 46,X,der(X)t(X;18)(p22.3;p11.32)dn.

Puc. 2. Peaynstat mBAND 18 — nepvBaTtHas xpomocoma X BCnenctaune
t(X;18).

Cayuau 1. TIpobana, 14-1eTHsIS AeBOYKA, C TOJO3PEHU-
em Ha cunmpoMm lllepemeBckoro—TepHepa. [Ipu ocmotpe
MalyeHTa BpayOM-TEHETUKOM OTMEYeHBl HM3KHMIl pOCT,
YKOpOUEHHas 11esl, pacCUIMpeHHast W YIUIOIIEHHAasl TpyaHast
KJIETKa, TUTIEPTENIOPU3M COCKOB, Aedopmalis U yKopoue-
HMe TIpeaIUIeYnii, crielindruieckoe CTpOeHNe HOTTeBOTO JIO-
ka (HorTeBas MJIacTMHKA y3Kasl, HOTOTh TUIIOIJIa3UpOBaH),
KJIMHOAAKTWIIUS 2-X MaJbleB PYK, OTCYTCTBUE BTOPUUHBIX
MOJIOBBIX TPU3HAKOB, HOPMaJIbHBIN MHTEJIEKT.

[uToreHeTMYECKMIA aHATM3 BBISIBUJ aHOMAJIBHBIN Kapy-
otnn — 46,X,der(X)t(X;18)(p22.3;p11.32)dn, (puc. 1).

IIpu FISH-anamuze ¢ JHK-30oHgamMmu Ha LeHTpoMmep-
HBII paiioH XpoMOcOoMBI 18, cyOTeoMepHbIe pailoHBI XpO-
MocoM 18 u X ycTaHOBJIEHO HaJIMUKE B ACPUBATHOI XpOMO-
COMe HEaKTUBHOI LIEHTPOMEPbI XpPOMOCOMBI 18, oTcyTCcTBUE
CcyOTeI0MEPHBIX PalilOHOB KOPOTKOIO Ijieya XpOMOCOMBI 18
1 MaTepuaia KOpoTKoro Tuieya xpomocombl X. Takum obpa-
30M, y npobaHia BbISIBIICHBI Jejelust pailoHa p22.3—pter
KOPOTKOTO Ijieda XpoMocoMbl X M AYIUIMKAlMsl paiioHa
pl1.32—qter xpomocomsl 18, moaTeepxkaeHHass mBAND 18
(puc. 2).

Cayuau 2. TlpoGaHp, 2-7eTHSISI OeBOYKa C 3aepKKOit
TICUXOMOTOPHOTO U PEYEBOTr0 Pa3BUTHUSI U MHOXECTBEHHBI-
MM BPOXIEHHBIMU AHOMATUSIMU: MMOCTAKCUAIbHOU IMOJIU-
JAKTUJIAEH JIeBO KUCTU, HU3KO PACTIONOXEHHBIMU YIIHbI-
MU DPAKOBUHAMMU, TPUPOCIIEA MOYKOW YIlEH, TUIIEPTENIO-
PU3MOM, IIUPOKOM TIJIOCKOW TEPEHOCULICH, IIUPOKUMU
MepBbIMU MaJIbLIAMU CTOII, MJIOCKOBAJIBI'YCHOU YCTaHOBKOM
CTOTI, aHTMOMOW Ha CIMHE.

IIpu cTaHmapTHOM LIUTOTEHETUYECKOM aHAIN3€ KYJIbTH-
BUPOBaHHBIX JTUMGOUUTOB MepudepruyecKoii KpoBU BbISIB-
JIEH aHOMaJIbHbIN KapMOTHUIT C AOMOJHUTEIbHBIM MaTepua-
JIOM HEU3BECTHOTO TPOMCXOXICHUSI Ha JJMHHOM ILIeYe
XpoMOcOMbI X. AHaIU3 Mpodwist THOPUIU3ALUK IePUBaAT-
Hoit xpomocombl X npu mFISH mokazan, 4ro Ha JIMHHOE
TJIe40 XpOMOCOMBI X TPaHCJIOLIMPOBAaH MaTepual XpOMOCO-
MbI 12 (puc. 3).

JyIIMIMpOBaHHBIN pailoH XpOMOCOMBI 12 ObUT MACHTH -
¢unmposan npyu mBAND 12 kak 12q23—12qter (puc. 4).

Kapuotunsl poauteneit HopMajibHble. TakuM oOpa3oM,
B pe3yJibTaTe KOMILIEKCHOTO MOJIEKYJISIPHO-LIUTOT€HETHYEe-
CKOTO KCCJIE/IOBaHUSI KApUOTUIT TTpoOaHIa OIpelneieH Kak
46,X,der (X) t(X;12)(gq26;g23)dn.

Oocyxnenue

DeHOTUIT MMALIMEHTOB ¢ HecOATaHUPOBAHHBIMU X-ayTO-
COMHBIMM TPAHCJIOKAUUSIMUA 3HAYUTENLHO OTIMYAETCS OT
cJIyyaeB, KOTJa B TPAHCJIOKALIMK YYaCTBYIOT IBE ayTOCOMBI.

TpaHcnoKaLMKM ¢ ydacTUEM XPOMOCOMBI X UM ayTOCOMBI
SIBJISIIOTCS] YHUKAJIBHBIMU B CUJTY OCOOEHHOCTEI UX TeHEeTH-
4eCcKOoro (hyHKIMOHUPOBAHMUSI, KOTOPOE CBSA3aHO C SIBJIEHMU-
€M aCHMMMETPUYHON MWHAKTUBALIMK XPOMOCOMBI MJIM TPaHC-
KPUIIIMOHHOTO caiijlieHCuHTa [1].
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MexaHu3M acMMMETPUYHON WHAKTUBALUM TIPU HOCHU-
TEJIbCTBE HecOaTaHCUPOBAHHON X-ayTOCOMHOM MepecTpoii-
K€ MOXKET BBIIJISIAETD CAenyolM oopa3oM. B panHem aM0-
PUOHATLHOM PAa3BUTHUM MPOUCXOAMT CydyaitHash MHAKTUBA-
LIUST OTHOM M3 XpOMOCOM X B Kaxnmoit Kietke. [1pu mHakTu-
BallMU MEePECTPOSHHONM XPOMOCOMBI X TPAHCKPUITIIMOHHBI
CaJIECHCUHT, MHULIMUPOBAHHBI B LIEHTPE WMHAKTUBALUMU
(Xql3), pacnpocTpaHsieTcsl B 000MX HaIlpaBAeHUSIX, B TOM
YUCJIe U Ha ayTOCOMHBII (DparMeHT, MOAaBIIsisl SKCIPECCUIO
TeHOB M Mpeodpasysl CTPYKTYPHYIO YaCTUYHYIO TPUCOMMIO
B (DYHKIIMOHAJIbHYIO AMCOMMIO. B KjieTkax ¢ MHAKTUBUPO-
BAaHHOW HOPMAJIbHOM XPOMOCOMOW BCE ayTOCOMHBIC TE€HbI
OCTaHYTCSI aKTUBHBI, U 3TU KJIETKU OyayT (yHKIIMOHAIBHO
He cbajlaHCUpoBaHbI. BriocieacTBUM COOTHOIIEHUE KIETOY-
HbBIX JIMHUI U3MEHSIETCS 32 CUET MPEUMYIIECTBEHHOTO BbI-
KMBAHUS KJIETOK C MUHUMAJIbHBIM T€HOMHBIM AucOaTaH-
COM, BILUTOTb /IO ITOJTHOM 3JIMMUHALIMU BCEX KJIETOK C aKTUB-
HOW IepuBaTHON XpoMocoMoii X.

CTeneHb TSKECTU KIMHUYECKMX TPOSIBICHUN 4YacTU4-
HOI TPUCOMMH 3aBHCUT OT COOTHOLLEHMSI KJIOHOB KJIETOK
C aKTUBHOW M HEAaKTWBHOW AEpPUBATHOU Xpomocomoi X.
®enotun nanyeHToB nipu 100%-Hoil MHAKTUBAIIMU TIepe-
CTPOEHHOU XPOMOCOMBI X M MaKCUMAaJIbHOW MHAKTUBALMEH
ayTOCOMHBIX TEHOB MOXET ObITh MPAKTUYECKN HOPMAJIbHBIM
[6, 7]. Onnako, o manHbiM LIMug u coasr., 10 25% HoOCU-
Tesieil X-ayTOCOMHBIX TIEPeCTPOeK UMEIOT aHOMAaJIbHbIN (he-
HOTUIT M3-3a MPUCYTCTBUS KJIOHA C aKTMBHOMN MEPECTPOEH-
HOIl XxpomocoMoii. Takke OTMeuYeH TKaHecrneludUUHbINi
MO3auIM3M, IPU KOTOPOM Y HOCUTEJIel X-ayTOCOMHBIX TIe-
peCTpoeK ¢ aHOMaJIbHBIM (PEHOTUIIOM COOTHOIIEHUE KJI0-
HOB cocTanysuio oT 80:20 B kpoBu g0 30:70 B pubpobmacTax
Koxu [8].

BropsiM (pakTopoM, BIUSIIOIIMM Ha (HOPMUPOBAHUU
KJIMHUYECKOW KapTUHBI y TALMEHTOB C HecOaJaHWpPOBaH-
HBbIMM X-ayTOCOMHBIMM TE€PECTPOMKAMU, SIBJISIETCS Xapak-
TEP paclpOCTPAHEHUSI U COXPAHEHUS TPAHCKPUILMOHHOTO
CaiiJIeHCMHTa B ayTOCOMHOM (parMeHTe IepecTpPOeHHOM
X-xpomocoMbl. MI3BeCTHO, YTO TPaHCIOLMPOBAHHBIC ayTO-
COMHBIE JIOKYChl MHAKTUBUPYIOTCSI MeHee 3((HEKTUBHO, YeM
COOCTBEHHBIE T€HbI XpOMOCOMBI X. YacTb ayTOCOMHBIX Te-

HOB OCTAIOTCS aKTUBHBIMU JIaXKe B MHAKTUBUPOBAHHOM XpO-
MOCOME X: OHU U3HaA4YaJIbHO M36CF8.IOT WHAKTUBALLUU WU
HECIIOCOOHBI JOCTAaTOYHO 3(PHEKTUBHO COXpaHITh MHAKTU-
BallMIO B MMpoIlecce OHTOTeHe3a U MOIBEPTaloTCsl peMHAKTH-
Baru [9]

AHaJIM3 JaHHBIX JIUTEPATYPbl MMOKA3bIBAET KOPPEJSLIUIO
MeXy ocabieHreM KIMHUYEeCKUX MPOSIBIEHM YaCTUUHOMI
ayTOCOMHOM TPUCOMUU U YBEIMYCHUEM TIOJTHOTHI MHAKTH-
BallMM ayTOCOMHBIX TeHOB (Tabsuua). B padore Sharp ¢ co-
aBT. TIPOBEAEH AaHalIM3 paclpeiejeHus] WHAKTUBALUU
B ayTOCOMHOM (pparMeHTe IepecTPOeHHO XpoMOCOMBbI X
B 5 ciydyasx HecOaJlaHCMPOBAHHBIX X-ayTOCOMHBIX TpPaHC-
nokanuii (ciayyau 1—5). Bo Bcex HaOJIOIEHUSIX MEPECTPO-
eHHasl xpoMocoMa X Obljla MHAKTUBHMPOBaHa, HO pacrpese-
JieHWe MHAKTUBAIIMU B ayTOCOMHBIX (PpparMeHTax B KaxI0M
M3 TIATU CydaeB ObLIO Pa3TUYHBIM, YTO MOXKET OTpaXkaTb
CJIOXHOCTB Kackana nHaktusauuu [10]. B ciyuae 6 ormeua-
JIaCh MO3IHAS PETUTMKALIMS TIEPECTPOEHHOI X XpOMOCOMBI 1
TPaHCIOLMPOBAHHOIO (hparMeHTa XpoMOcoMbl 18 B 98%
KiIeTok [11].

B coobmennn White ¢ coaBt. [12] onmuckiBaeTcst Hecba-
JJaHCUPOBaHHasA TpaHCJIOKalus MEXAY JJIMHHBIMU TJIEYaMU
xpoMocoM X U 4 y XEeHIIMHBI ¢ HOpMaJIbHBIM (P€HOTUIIOM
(cnmydait 7), TIpy KOTOpPOM TIpEeArojaraeTcsl WHAKTHUBAIIMSI
M30BITOYHOIO MaTepHaia XpOMOCOMBI 4. ABTOpPHI OOHapy-
Xuiu, uto 14 u3 20 ucciaenoBaHHBIX ayTOCOMHBIX JIOKYCOB
ObUIM MHAKTUBUPOBAHBI, IIPU 3TOM 6 JIOKYCOB OCTaBajKCh

Puc. 3. Pesynstat mFISH 1 npodunu rubpuansaumm xpomocom 12 n
[lepuBaTHO XPOMOCOMbI X.

Puc. 4. Pesynbtat mBAND 12.
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Tabnua

deHoTUNMYECKNE npoaBjieHNs U pe3ynbTaTbl aHaZIN3a NHAKTUBaAL NN X XPOMOCOMbI
Yy naumeHToB C HeCﬁaHaHCMpOBaHHbIMM X-ayTOCOMHbIMU TPaHCAOKaunuamMun

Ne KapnoTtun deHoTmn McTOYHMK AHanNM3 nHakTuBauum
46,X,der(X)t(X;11) JNlerkas 3apepxka pasBuTus, KPynHoe Teno- Sharp, 2002 HenpepsbiBHas, no4tun
(g26.3;p12) de novo (pat) | cnoxeHue, KopoTkas Les U He3Ha4YnTeb- noJsiHas
Hble NMUEBbIE AM3MOPhUN
2 46,X,der(X)t(X;7) Papn cepbe3Hbix GeHoTMNNYecknx aHoma- Sharp, 2002 HenpepbiBHas, Henon-
(027.3;922.3) mat nnin ¢ rny6oKoin 3a8ep>KKo MOTOPHOIO Has, He BO BCEX KJleTKax
pasBUTUSA N TSXENON CTENEHBIO YMCTBEH-
HOW OTCTanocTn
3 46,X,der(X)t(X;6) YMepeHHasa 3aepxka pa3BuTus, TPYOHOCTU Sharp, 2002 lMpepbiBUCTaN, Henos-
(p11.2;p21.1) mat c obyyeHunem (IQ = 75) n HU3KNIN pocT Has
4 46,X,der(X)t(X;6) 3anepxka NCUXOMOTOPHOIO U PEYEBOro Sharp, 2002 MpepbiBUCTANA, HENON-
(g28;p12) de novo (pat) pa3BuTUN, néuuesble aMaMmopdun Has
5 46,X,der(X)t(X;10) BTopuyHaa ameHopes Sharp, 2002 HenpepbiBHas, noytn
(926.3;923.3) mat nosHas
6 der(X)t(X;18)(g27;922) CHUXEHHbIN oBapuasnbHbIil 3anac Fusco, 2011 B 98% knetok
46, X, der (X) t (X; 4) (922; BTopuyHas ameHopes White, 1998 HenonHas
q24)
8 46,X,der(X)t(X;10) 3agepxka peun, nmueBble An3mopoun Mononen, 2003 Mo4yTn nonHas
(921.2;911.2)

aKTUBHBIMU. MIHaKTMBHpPOBAaHHbBIE TEHbI ObLIN pacrpeese-
HbI BIOJb BCETO ayTOCOMHOTO CerMeHTa, YTO YKa3blBaeT Ha
TO, YTO WHAKTUBAIMs PACIPOCTPAHMIACh HAa PACCTOSIHUE
6omee 100 MJTH I1.H. BIOJIb XpOMOCOMEL. [IsITh 13 1IecTn ak-
TUBHBIX TEHOB pacIiojlaraiiCh MHTEPCTULIMAIBHO, C (JIaH-
KMPOBaHMEM MHAKTMBUPOBAHHBIMHU IOCIEN0BATEIbHOCTSI-
MU C 00eUX CTOPOH.

HccnenoBaHusi Mo3aHeN peruiMKalvuu U aHalu3 9KCII-
peccuM TPaHCIOLUMPOBAHHBIX AyTOCOMHBIX TEHOB B Cllydae 8
MoKasaju CIIOXHOe pacrpeaeieHre MHakTupauuu. [losn-
HSIsl peruiMKalusi oTMevajach B MeIUaJbHOM paiioHe
(10g23-g25), HO He B KaxkIoi KJIeTKe, a B HauboJjee mpo-
KCUMaJIbHOM 4YacTW  TPaHCIOIMPOBAHHOTO XpOMaTWHA
IUTMHHOTO TIjIedya XxpoMocoMbl 10 — B Kaxmoit kietke [13].

IIpepbiBUCTOE pactipeneieHue 3KCIpecCu ayTOCOMHBIX
TEHOB MOXET OBITh CBSI3aHO C HEBOCITPUMMYMBOCTHIO HEKO-
TOPBIX T€HOB K CUTHAy MHAKTUBALMK WJIM C HECTIOCOOHO-
CTBIO TIOJIEPKMBATh MHAKTUBAIIMIO, YTO, B CBOIO OYepellb,
MPUBOIUT K peakTUBalUM reHoB [2, 9]. JlaHHoe yTBepxie-
HMe cornacyercsi ¢ ucciaenosaHusmu Hall ¢ coasr. [14], kor-
na pu BBeneHuu TpaHcreHHoro XIST B ayrocomy uesnoBeka
B KYJIbType KJIETOK CO BpeMeHEM HaOI0aloCch YMEHbIIe-
HUE MPU3HAKOB MHAKTUBaLMU. BeposiTHee Bcero, K HemoJi-
HOI MHAKTUBALlMM ayTOCOMHBIX TEHOB TMPU X-ayTOCOMHbBIX
TPaHCJIOKAIUSIX MOXET MPUBOAUTL COYETAHWE HECKOJIbKUX
(bakTopoB.

IIpencraBieHHbIE cayyau HecOalaHCUPOBaHHbBIX
X-ayTOCOMHBIX TPAHCJIOKALIWI de novo ¢ pa3TuuHbIMU (be-
HOTUIUYECKUMHU TPOSIBICHUSIMU MOTYT OBITh OOBSICHEHBI
XapakTepoM WHAKTUBALUKU TPOU3BOJHON XpOMOCOMBI X.
MOXHO TIPEANOJOXNUTh, YTO B TIEPBOM Cllyyae MperuMylie-
CTBEHHO MHAKTUBUpYeTcs AepuBaTHass X xpomocoma. Pac-
MpOCTpaHEeHWe WHAKTUBALIMM Ha TPAHCIOLUMPOBAHHBIN

ayTOCOMHBII CETMEHT OOBSCHSIET OTCYTCTBHE (DeHOTHITIYE-
ckoro ad@dekTa IyMIMKAIWK 3HAYUTETHHOTO (hparMeHTa
xpomocoMmbl 18. Hanuuue aeneunu paiiona p22.3—pter Ko-
POTKOTO IjIe4a XpOMOCOMbI X U, KakK ClIeACTBUE, DYHKIIMO-
HaJIbHasl MOHOCOMMSI JIOKQJIM30BAaHHBIX B HEM T'€HOB MOTYT
BHOCHUTb BKJIaJ B KTMHUYECKYIO KAaPTUHY, MPUBOJs K (heHO-
TUMUYECKUM TPOSIBICHUSIM cUHApoMa TepHepa.

VY BTOporo manueHTra (peHOTHN B OOJIbIIeil Mepe o0y-
CJIOBJICH AyTUIMKalMeil paiioHa q24—qter XxpoMOoCoMbI 12 u
Jenenueit paiioHa q23—qter XpoMOCOMBI X, YTO ITO3BOJISIET
MPEanoJOXUTh B JTAHHOM Cllyyae MeHblllee BIMSHUE WHAK-
TUBALIMY AEPUBATHOI XpOMOCOMBI X, UTO MOXKET 00yCJIOB-
JIMBaTh aHOMaJIUKU (PeHOTHUIIA, COTTPOBOXKIAIOIIMECS 3aIePK-
KOI1 TICUXOMOTOPHOTO M PEYEBOTO Pa3BUTHSI.

Takum 006pa3om, y MalMeHTOB ¢ de novo X-ayTOCOMHBI-
MU HecOaJlaHCMPOBAHHBIMU TPAHCIOKALIMSIMUA OTMEYaeTCst
3HAYMTENIbHAST BapUaOeTbHOCTh (DEHOTUITHMYECKUX MTPOSIBIIE-
HWIii, CTEMEHb TSIKECTU KOTOPBIX HEBO3MOXKHO CITPOTHO3M-
pOBaTh.
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