Kak 310 noBsiMsieT Ha MeHs1 U Moero pebeHka?
MposiBneHnst X-MHaKTMBaLMW 3aBUCSAT OT TOFO, COAEPXUT Jin
X-XpOMOCOMa 3Ha4YMMyLO FEHETUYECKYIO NEPECTPOVKY.
lMpakTn4eckn Bce naToreHHble BapuaHTbl FeHOB X-XPOMOCOMbI,
M3yYeHHbIX Ha AaHHbI MOMeHT (2019 rog), byayT NpuBOAUT K
reHETUYECKUM M3MEHEHUSM Y YHACIe[0BaBLUMX UX Maslb4yMKOB.
OpHaKko y AeBOYEK C TEM XKe BAapUaHTOM CUMNTOMbI U UX TSXKECTb
MOFYT 3HAUUTETbHO OT/IMYATLCS B 3aBUCUMOCTY OT YHUKASIbHOM
Moaenun X-nHaktuaumm. CUMNTOMbI MOTYT ObITb BbIPaXKEHbI Kak
CWbHO, TaK 1 cnabo, @ MOryT 1 BOBCE OTCYTCTBOBATb.

[leBOYUKY WM XKEHLUMHY C MATOre€HHbIM, HO HE NPUBOASALLMM K
NPOSIB/IEHNIO CUMNTOMOB 3ab0/1eBaHNA BapyaHTOM X-XPOMOCOMb!,
Ha3bIBAKOT HOocUTENEM. B 3TOM cnyyae HepaBHOBECHas
MHaKTMBaLMS MOXET MPUBOAUTb K BbIK/TOYEHUIO X-XPOMOCOMBI,
coaepxalleit maToreHHbIM BapuaHT. ECiiv maToreHHbIN BapuaHT
reHa yHacneayeT ee CblH, 3aboneBaHne NposiBUTCS, a €SI A0Yb,
TO BCe byaeT 3aBuCETb OT ee MoAenn X-MHakTMBaumn. [leBoyka
MOXET ObITb HOCUTENIEM WM UMETH KIIMHWUYECKME CUMMTOMbI
Pa3HOM CTEMEHWN TSHKECTU.

AHeynnonauns X-XpoOMOCOMbI: Y HEKOTOPbIX MY>KUYUH Un
YKEHLUMH MOXET BbITb 01Ha WM HECKOSIbKO AOMOSHUTENBHbIX X-
XpoMocoM. COrniacHoO UCCreaoBaHusiM, B TakMX Clyyasx B
KaXk[OM KNETKE BCE, KPOME OAHOMN U3 X-XpOMOCOM,
MHaKTUBMPYLOTCSA. CUUTAETCS, YTO BbIPaXKEHHOE CMELLEHNE
paBHOBECKSI X-MHAKTMBaLMN MOXET BAUSTb Ha MPOsiBlIEHne
CUMMTOMOB Y JOAEN C AOMOSTHUTENbHBIMU X-XPOMOCOMaMMU.
Takxke 3Ha4YeHNe UMEET KOMMYECTBO M TUM FeHOB, KOTOpble
OCTaNnCb aKTUBHbLIMM HA MHAKTMBMPOBAHHBIX X-XPOMOCOMAX.
TpaHcnokaumsa X-XpoMOoCOMbl: B HEKOTOPbLIX CllyYasix YacTb
X-XpOMOCOMbI OTAENSETCA U NPUCOSANHSIETCA K ayTOCOME
(xpoMocoMbl 1-22). 3TO Ha3bIBAETCA TPAHC/IOKALIMEN Mexay X-
XPOMOCOMOM 1 ayTOCOMOW. Ecnu reHeTnyeckuii Matepuan He 6bin
noTepsiH W/Win AynIMUMPOBaH, TPAHCIOKaLMIO Ha3biBaloT
c6anaHCcMpOBaHHOM, a MPY NOTEPE W/WIWN AYMIMKALMM YacTu
rEHETMYECKOro MaTepuana — HecbanaHcMpoBaHHOW. K ToMy xe,
LeHTp nHakTueaumn (XIC) MoxeT noaasnsATe aytocomy. OT TOro,
Kakasl YacTb X-XpOMOCOMbI NOTEPsiHA U HE MHAKTUBMPOBAHA,
3aBUCAT MPOSIBIEHNS TPAHCIOKALIUN.

Hanpumep, y HEKOTOPbLIX AEBOYEK M XKEHLLMH C
HecbanaHCMPOBaHHOM TPaHC/IOKaLMEN MeXay X-XpPOMOCOMOM U
ayTOCOMOW MOXET 6bITb AYMIMLMPOBaH 60JIbLLION YHaCcToK
aytocomHol [HK, HO Tak Kak OH pacrosioXKeH B TOW e
XPOMOCOME, YTO M LIEHTP MHAKTUBALIMM, AOTOSIHUTENbHbIE FEHbI
NMoAaB/ISOTCS M CUMMTOMbI 3a601eBaHNS OyAyT BbipaXKeHbI
cnabee, YeM OXMAAETCS NPU NOAOOHOW AyniMKaumu. Tak xe, y
JKEHLUMH co c6anaHCMpoBaHHON TPaHCIOKaLUMUEN MOFYT 6bITb
MpOsIB/IEHUS], HECMOTPS HA TO, YTO FEHETUYECKUI MaTepuan He
6b11 NOTEPSIH UK NPUOBPETEH, NOCKOJbKY LIEHTP MHAKTUBALMM
NoAaBISET reHbl ayTOCOMbI.

Pap 6poLuiop 0 TpaHcnoKaumMu HaxoauTcs B CBO60AHOM AOCTyne
Ha caiite Unigue www.rarechromo.org.

AHanu3 nHakTnsaumm X-XpoMOCOMbI

ﬂ,ﬂﬂ n3ydyeHna Moaenn MHakTmeaunmn X-XpOMOCOMbI Yaile
BCEro NCnosb3yeTca aHann3 METUTNMPOBAHNUA (I‘IpOLl,ECC
npucoeanHeHus xmMudeckmx rpynn). AHK Bbigenserca n3
obpasua KpoBM 1 NCCneayeTcs CTaTyC METUIMPOBAHUS reHa
W1 reHoB X-XpOMOCOMbI. MeTVIﬂMDOBaHI/Ie noaaBngaeT
(3aMe,qn9|eT nnn OCI'aHaBﬂI/IBaeT) adKTUBHOCTb reHOB, NO3TOMY
MOXET CNY>XUTb MHOAUKATOPOM TOro, Kakas X-XpOMOCOMa
MHaKTUBKMPOBaHa.

AHanu3 X-MHaKTMBaLumn 06bIMHO NPOBOAUTCS Ha
reHeTMYECKOM MaTepuarse, nosly4eHHoM m3 obpasua KpoBMu.
CooTHoLEeHME X-MHAKTMBALMM MOXKET OT/IMYATLCS B PasHbIX
TKaH$X. ITO 3HAYUT, YTO EC/IM B KPOBW BbISIB/IEHA
cbanaHcMpoBaHHasi MHAKTMBALMS, TO B ApYrnX OpraHax
MOXET HabnoaaTbCs BblpaXKeHHOE CMeLLEHNE paBHOBECKS,
HanpuMep, B rO/IOBHOM MO3re, rae X-CUenfieHHble reHbl
BbICOKO 3KcrpeccupytoTcsl. COOTHOLLEHNS MHAKTUBALMK ABYX
X-xpomocoMm oT 50:50 a0 79:21 ykasblBatoT Ha ClydalHyto X-
WHaKTMBaumio, a cooTHoweHns ot 80:20 o 100:0 — Ha
CMELLEHHY!O.
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MpucoeanHutech K rpynne Unigue, 4to6bl NONAYYUTHL
AONONHUTENbHYI0 MHG OPMaLMI0, He06X0ANMYHO MOMOLYb U
KOHTaKTHble laHHbIe CEMEeN C aHaIorMYHbIMM XPOMOCOMHbIMM

HapyLweHUsaMH.

Unique — 6naroTBopuTenbHas HerocyAapcTBEHHas opraHv3aums.
DduHaHcoBas NOAAEPXKKA OCYLLECTBNSETCS 3@ CHET rPaHTOB U
NoXKepTBOBaHWIA. Bbl MOXeTe cenaTb NOXepTBOBaHWE Ha HalleM
ocduumansHoM calite www.rarechromo.org/donate

Moxxanyicra, NoMornTe Ham nomo4b Bam!

[aHHas 6poluiopa He 3aMeHsieT NPO(EeCCHOHabHYIO MEAMLIMHCKYIO KOHCY/bTaLMIO Y CMeLManiicTos no
BCEM BOMpOCaM, KacatolLUMMCs 310pOBbSI, FEHETUYECKIX OTKIIOHEHMIA 1 UX NeyeHns. Ha MoMeHT
ny6aukaLmm npeocTaenerHas B 3Toi 6poluiope MHGOPMaLWs SBNSETCS Hanboree akTyasbHONA, HO
reHeTHKa — 370 BbICTPOPa3BMBaIOLLAsCs HayKa, MO3TOMY CO BDEMEHEM MOTYT MOSIBUTLCS HOBblE AaHHbIE.
Unique cTapaeTcsi 6biTb B Kypce NOCeaAHNX N3MEHEHMIA 1, PN HEOBXOAMMOCTH, OGHOBNISIET paHee
ony6nu1KoBaHHbIe Gpolutopbl. [JaHHas 6polutopa cocTasneHa rpynnoit Unigue (AP) u npoBepeHa AOKTOPOM
[bkeccukoit Paann, MarucTpom Hayk, uneHom KoponeBckoro konneaxa Bpadeii CoeaMHeHHoro
KoponeBscTsa, NpakTUKyIOLWNM KITIMHUYECKUM FEHETUKOM B BUPMMHIEMCKOM JKEHCKOM TPacToBOM doHae
HaumoHanbHoit cnyx6bl 3apaBooxpaHeHus Bennkobputahuu (aHrn. Birmingham Women's NHS
Foundation Trust).Version 1 (AP)

NepeBoa BbIMOIHEH B paMkax Mex/ayHapoAHOro CTyAEHHECKOro BosloHTepckoro npoekTa Unique. Kypatop
nepeBoAYecKoro npoekTa — Hatanbs BuktopoBHa HeuaeBa, AoLeHT kadeapbl nepesoaa PITY um. A. U.
IepueHa, Mpe3naeHT Accoumaumu npenoaasartenei nepesoaa, CaHkT-MeTtep6ypr, Poccus. MeanumHckyio
pesakumio ocyllecteuna Hosocenosa Onbra MpuropbesHa, Bpay-reHeTUK, KMH, 3aBeayiolias
Crewunanv3MpoBaHHbIM MeAUKO-reHeTUYeCkUM LieHTpoM [leTckoii Mopoackoit KnuHuueckoii BonbHULb! UM.
H.®.®unatosa, Mockea, Poccus. Russian translation 2023 (EV/AP)

Copyright © Unique 2019

Ipynna NoAAEPXKM ceMeli C PeAKUMU XPOMOCOMHBIMW OTKIIOHEHWSIMU
Homep B peecTpe 6naroTBopuUTeNbHbIX OpraHusaumii 1110661
PerucrpaumnoHHbIii HOMEp B peectpe KOMMNaHui AHIuK 1 Yanbca 5460413

Uni

Understanding Chromosome & Gene Disorders

NMHaKkTuBaLUus
X-XpOMOCOMbI

rarechromo.org


mailto:info@rarechromo.org
http://www.rarechromo.org/
http://www.rarechromo.org/donate
http://www.rarechromo.org/

YTO Takoe XpOMOCOMbI?

Haw opraHn3M cOCTOMT U3 MHOXECTBA Pa3/INYHbIX KNETOK,
60NbLUMHCTBO U3 KOTOPbIX HECYT XPOMOCOMbI. XpOMOCOMbI
coctosT U3 IHK 1 cogep>xaT reHbl. XpoMOCOMbI NpeAcTaBieHbl
napamu, XpOMOCOMbI U3 KaX/0W Fpynrbl HAacNeayTCs no
O[IHOW OT Kaxkaoro poauTens. BoMbLUMHCTBO HaLLMX KIETOK
coaepXxuT 23 napbl XxpoMocoM (Bcero 46). OgHako
CrnepMaTo30ouabl U SLEKNETKN COAEPXKaT TOSIbKO N0 OAHOM
KOMWUW KaXXA0W XPOMOCOMBI, NMO3TOMY BO BpeMSsi
OMNN0A0TBOPEHUS XPOMOCOMbI 06pa3ytoT napbl U UX
cTaHoBUTCA 46. OBbIYHO Y YenoBeka 22 XpOMOCOMbI
(ayTocombl), NpoHyMepoBaHHble oT 1 fo 22 (no pasmepy, oT
60sblUel K MEHbLUEN), U ABE MOOBbIE XPOMOCOMbI, KOTOPbIE
onpeaensoT 6uonoruyeckunii non pebeHka. Y My>4uH ogHa
X-XpomMocoMa 1 ofHa Y-xpomocoma (XY), a Y XXeHLWH — fBe
X-xpoMocombl (XX).
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YTo Takoe nHakTuBauus X-XpoMOCOMbI?

TO eCTeCTBEHHbIV NPOLIECC, NMpW KOTOPOM BO BCEX KIETKaX
opraHu3mMa 06bIMHO MHAKTMBUPYIOTCS BCE X-XPOMOCOMbI,
Kpome ofiHoi. OHa CBOpaumnBaeTcsl, 06pasys NyoTHYHO
CTPYKTYPY, NPV 3TOM aKTUBHbIMW OCTaIOTCS /UL HECKOJTbKO
onpefeneHHbIX reHoB. X-MHaKkTuBauus OTHOCKTCS K
3NUreHeTUYEeCKMM MoandUKaLmaM, TO eCTb OHa HUKaK He
M3MeHsieT nocnenosatenbHocTb AHK.

Mouyemy X-XpOMOCOMbI MHAKTUBUPYIOTCA?

B kaXoM KneTke TONbKO 0fiHa X-XpOMOCOMa [I0/DKHA BbiTb
aKTMBHOWN. 3TO He co3AaeT NpobneMbl AN MabYMKOB, MOTOMY
YTO, KaK MPaBuo, X-XpOMOCOMa Y HUX BCEro oAHa. Y AeBOYeEK
e 0BbIYHO ABE X-XPOMOCOMbI, MO3TOMY OfiHA M3 HUX
WHaKTUBUPYETCA. MPUHATO CUMTaTh, UTO 3TO NMPOUCXOAUT AN
TOro, YTO6bI HE AOMYCTUTH M3BbITKA AaKTUBHBIX FEHOB X-
XPOMOCOMbI. TakuM 06pasoM, y 60/1bLIMHCTBA JloAen,
He3aBMCUMO OT MoJia, akTUBHOCTb MeHOB, PacrnosIOXKEHHbIX Ha
X-xpomocome, 6yaeT oaMHaKOBOM.

Kakasa n3 X-xpoMOCOM MHaKTUBUpOBaHa?

Mpeanonaraetcs, 4To BbIGOP X-XpOMOCOMbI A1 MHAKTUBaLIMm
NPOVCXOAMT Ha CaMbIX PaHHUX CTaAMAX pa3BUTUS SMOPUOHa.
MpUHATO cuUTaThb, YTO STOT MPOLIECC HOCUT CrlyYalHbI
XapaKkTep. B ka0l KneTke He3aBUCUMO Apyr OT Apyra
WMHAKTUBMPYETCS OAHA KOMUS X-XPOMOCOMbI. Y A€BOYEK 3TO
MOXeT 6blTb XpOMOCOMA, YHac/eAoBaHHAs OT MaTepu unu ot
oTua. Manbyvkun 06bIYHO HacneaytoT TOMbKO OAHY X-
XpOMOCOMy (OT MaTepu), U OHa HEe MHAKTUBUPYETCS.
YCTaHOBMBLLEECH HEAKTUBHOE COCTOAHME X-XPOMOCOMbI He
MeHsieTcs. Korga no mepe pa3suTus pebeHka KneTtka
[enutcs, B 06pa3oBaHHbIX OT Hee KIeTKax COXPaHsAEeTca Ta
)K€ HeaKTMBHasa X-XpomocomMa.

STO 3HaYWT, YTO B JOMEPHUX KNeTkax byaer

HabnoaaTbCa CMelleHHas X-MHakTMBaums. B HEKOTOPbIX
4acTax Tefla MoOXeT BCTpeYaTbCs Mo3anyHas X-
MHAKTMBALMS. DTO 03HAYAET, YTO Y XKEHLUMH CO
CTaHAapPTHLIM HAbOPOM MOJIOBBLIX XPOMOCOM (XX) B OAHMX
knetkax 6yaeT MHaKTMBMpOBaHa MaTepuHCKas X-
XPpOMOCOMa, a B ApYrMx — OTLIOBCKas.

Kakas xpoMocoMa HeaKTVBHa MMEET 3Ha4YeHue, TOJIbKO
€CJIM OfiHa U3 HNX COAEPXMT MyTaLuio, APYrMMK CrioBaMmu,
reHETUYECKUI BapUaHT, KOTOPbI MOXET MOBAWSTL Ha
3[0pPOBbE, POCT M pPa3BUTUE OpraHn3Ma. Takme BapuaHThbl
Ha3blBAKOT MATOrEHHbLIMMU.

MHakTuBaums X-XpOMOCOMbI npoucxoauT

cnyyauHo?
XOTS MPUHATO CYMTaTb, YTO NPOLIECC X-MHAKTMBaLMN UMEET
CNyYalHblii XapaKTep, 3TO He BCeraa Tak. B TakoM cnyyae
MOJIOBMHA AEBOYEK, YHAC/IEAOBaBLUMX NAaTOreHHbIN BapyaHT
X-XpoMocoMmbl, 6bl1a 661 NOABEPXKEHA €0 NPOSIB/IEHMSIM.
OpaHako ans 60nbWMHCTBA (HO HE BCEX) MAaTOrEHHbIX
BapyiaHTOB X-XPOMOCOMbl, BbISIBIEHHbIX Ha CErOAHSLLIHNM
AeHb (2019 roa), onncaHo MEHbLUEE KOJIMYECTBO AEBOYEK C
TaKOW e TSHXKECTbIO MPOSABNEHNUN, KaK Y MallbYMKOB C
N3MEHEHWSIMU B TOM XK€ FeHe.
CyLLeCTBYET psifi MPOCTbIX M C/IOXKHBIX TEOPUIA, 0BBbSCHSIOLLMX
¢eHoMeH HecnyyalrHoln X-uHakTuBaumu. CorfacHo OgHOMY 13
HMX, HEKOTOpbIE X-XPOMOCOMbI COAEPXKaT (PU3nyYecKyto
XapaKTEepPUCTUKY, KOTOpasl AeNaeT MX UHAKTUBALMIO
NpeanoYTUTENBHON. 3TO MOXET MPUBECTU K CMELLEEHHOM
MHaKTVBALMM XPOMOCOMbI C AaHHLIM BapuaHToM. [pyroe
06BbSICHEHME [IACUT, YTO Y KJIETOK C OMNpeaefieHHbIM
BapMaHTOM X-XpoOMOCOMbI 6osiee HM3Kas CnocobHOCTb K
[IENEHUNIO, TO ECTb K CO3[aHMI0 CBOVX KOMWIA Mo Mepe pocTa
opraHm3Ma, NO3TOMy Halue Teno 6yaeT popMMpoBaThCs
NPENMYLLECTBEHHO M3 KNIETOK C TUMNYHOM X-XPOMOCOMOM.

Kak npoucxogut nHakTuBaumus X-XxpoMoCOMbI?

Ha kaxpaon X-xpoMocoMe pacrosiaraercst «LeHTp
yrnpaBreHns», B KOTOPOM COAEPXUTCS MHGOopMaLms,
HeobxoanMas Anst MHakTMBaumn. OH Ha3bIBAETCS LIEHTP
nHakTneaumm X-xpomocomsbl (XIC). Ecnu XIC oTcyTCTBYET
(ymaneH), To xpoMocoMa He byaeT nHakTuBupoBaHa. Ecnm xe
npowmsoLuna TpaHcnokauua XIC (nepemelleHne), To
HeaKTUBHOW ByaeT Ta XpOMOCOMa WK ee YacTb, Kyaa bbln
nepemeLleH LEHTP MHaKTUBaLUMM.

B 3TOM LieHTpe coaepXxaTcs YeTbIpe BaXKHbIX FeHa, KOTopble
y4acTBylOT B npouecce X-uHaktmsauun. OHU KOAMPYIOT He
6enkn, a Bellectso, noxoxee Ha JHK, koTopoe Ha3biBaeTcst
PHK. 370 reHbl Xist, 7six, Jpox n Ftx. CaMblii BaXXHbIA U3 HUX —
Xist. OH oTBeyvaeT 3a npon3eoacTeo Xist-PHK, koTopas
«MOKpPbIBaeT» HEaKTUBHYIO X-XpOMOCoMy. Kpome Toro, oHa
no-pasHoMy MOANDULMPYETCS Ha MONEKYNSIPHOM YPOBHE A/1s
obecreyeHns NogaBfeHNs FreHOB.

Bce 51 reHbl X-XpOMOCOMbl MHAKTUBUPYHOTCA?

Ha camMoM ferne He Bce reHbl HeaKTYBHOM XPOMOCOMbI
BbIK/IKOYEHbI, MHOTME reHbl M36eratoT nHakTMBauum. bbino
YCTaHOBJIEHO, YTO [10 YETBEPTU MEHOB MHAKTVBUPOBAHHOMN X-
XPOMOCOMbI MOMYT OCTaBaTbCs akKTUBHbIMU. UIX UNCNO MOXET
OT/IMYATBLCS KaK Mexay OAHUMW U TEMU XKe OpraHaMn y
pasHbIX JIIOAEN, TaK U MeXAY TKaHSMWU U OpraHaMm y OHOrO
yenoseka.

YpoBeHb aKTUBHOCTU FEHOB, U36eXaBLUNX MHaKTUBaLMK,
MOXET 6bITb HIDKE, YEM Y FEHOB HEMHAKTMBMUPOBAHHOM X-
XPOMOCOMBbI, UM PaBHbIM UM,

MHorue reHbl, nsberatowme X-MHaKTMBaUun, Takxe
npeacTasneHbl Ha Y-XxpoMocoMe. MiaeHTnYHbIe yYacTkn X u Y-
XPOMOCOM Ha3bIBaloTCS NMCEBA0AYTOCOMHbLIMU perMoHamm
(PAR). Takoe Ha3BaHME CBSA3aHO C TEM, YTO 3TM I'EHbI
npeacTasneHbl B ABYX KOMUSX Y MY>UMH U XKEHLUMH, KakK 1
reHbl B ayTOCOMHbIX XpoMocoMax (1-22). OcTtanbHble reHbl,
KOTOpble MOryT n3bexaTb MHaKTUBaLmMK1, pacnpeseneHsl no
BCEM XPOMOCOME B C/y4aliHOM MopsiAKe.
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