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XpOoMOCOMHBIE OOJIE3HH — ATO HACJIEACTBEHHBIC 3a00JIEBaHUS, TIPU KOTOPBIX U3-
MEHSETCS YMCJIO WK CTPYKTypa XpOMOCOM. DTH OOJIE3HH BO3HUKAIOT B PE3YJIbTATE
MyTaIMi B TIOJIOBBIX KJIETKaX OJHOTO M3 POAMTENCH. Y 370pOBOTO YeioBeka 46 xpo-
MOCOM, KOTOpbIe 00bCAMHEHBI B 23 aJlJIeiIH.

XPpOMOCOMHBIE OTKJIOHEHUS M I3MEHEHHUS KOJIMYECTBA XPOMOCOM, KaK ¥ TCHHBIE
MyTaIlii, MOTYT BO3HUKATh HA pa3HBIX TAIlax pa3BUTHSA opraHu3Ma. Eciau oHu BO3HU-
KaloT B TaMeTax poAUTeNied, TO aHoMaus Oy/ieT HaOII0IaThCs BO BCEX KIIETKAX pas-
BHBAIOIIETOCS OpraHu3Ma (IOIHBIA MyTaHT). Eciin aHOMasust BO3HUKAET B IIEPUOJ] OM-
Opuorenesa mpu APOOJICHUN 3UTOTHI, KAPUOTHUII 1012 OyAeT MO3andHbIM. Mo3any-
HBIC OPTAaHU3MbI MOTYT COJICPYKaTh HECKOJIBKO KJIETOYHBIX KIIOHOB C Pa3IMYHBIMH Ka-
puotunamu. [Ipu He3HAYUTEITLHOM KOJIMYECTBE aHOMAJIBHBIX KJIETOK (PEHOTHITHYE-

CKHUC IIPOABJIICHHUA MOT'YT HC O6H3py>KI/ITI)C$I.
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OTHoNIOrNYeCKUMHU (PaKTOpaMu XPOMOCOMHOM IMATOJIOTUU SIBJISIFOTCSI BCE BUbBI
XPOMOCOMHBIX MYTallMi (XpOMOCOMHBIE a0€ppalnn) U HEKOTOPblE T€HOMHBIE MYyTa-
UM (U3MEHEHMSI YHCIa XPOMOCOM). Y 4eJIOBEKa BCTPEUAIOTCS TOJIBKO 3 THIA T€HOM-
HBIX MyTalui: TETPAIIOUANS, TPUILJIONIUA U aHEYIUIOUTUS.

XpoMocoMHbIE 00JIE3HH MOKHO pa3[euTh Ha JIB€ OOJbIINE TPYMIbL: O0JIEe3HH,
BbI3BaHHbIE U3MEHEHUEM YHCIIa XPOMOCOM MPU COXPAHEHHUU UX CTPYKTYpHbI (T€HOM-
HbIE MYyTallMM), U OOJIE3HU, XapaAKTEPOM KOTOPBIX SIBIIAIOTCS M3MEHEHUS CTPYKTYpHI
XpOMOCOM (XpOMOCOMHBIE MyTanuu). PakToOpoM, MPOBOLUPYIOIIUM XPOMOCOMHOE
HapyllIEeHUEe, MOXKET ObITh MyTareHHbI (akTop (pU3NYeCKOr, XUMUYECKOHN Uit OMOoJIOo-
TUYECKOW IIPUPOJIBI, JEUCTBYIOLIEN B OKpYKarouen cpene. MHoraa MmyrareHaMu Mo-
IYyT BBICTYHaThb M (AKTOPbl HJOTEHHOTO MPOMCXOXKIACHHUS. DTO IMOATBEPKAAIOT
HaOJII0AEHUS 3a MOBBIIIEHHOW YaCTOTON XPOMOCOMHBIX abeppaliiii B opranu3max npu
HapylieHuu ooMeHa ButamMmuHa B12 npu HEKOTOphIX ayTOMMMYHHBIX cOCTOSHUAX. Of-
HaKO B KaXJIOM KOHKPETHOM ciy4yae 3a00JeBaHHs BBIACIUTH MyTareHHbIA (hakTop
MPAKTUYECKH HE YIAAETCS U MO3TOMY BEPHEE BCETO MPEAIOJIONKUTh, UYTO TAKHE T€HOM-
HbIE WJIM XPOMOCOMHBIE MyTalliU CIIOHTAaHHBI, @ HE HHAYLIUPOBaHbl. BO3HUKHOBEHME
XPOMOCOMHBIX 00JIE3HEH 3aBUCUT OT BO3pacTa, (PU3UUECKOTO 370POBbS POAUTENICH U
apyrux (pakTopoB. YUET 3TUX (PAKTOPOB BaXKEH JIJISl MPABUIIBHOTO MPOTHO3UPOBAHMS
310pOBbs TOTOMCTBA. Puck umerh pedbénka ¢ Tpucomueit 13, 18 unu 21 nis sxeHImuH
B Bo3pacte 40 yieT u cTapiie B HECKOJBKO pa3 BBINIE, YeM y )KEHIIMH B BO3pacTe 23—
25 Jier.

Tpucomus — 310 Han4Ke TPEX FOMOJIOTHYHBIX XPOMOCOM BMECTO Maphl B HOPME.

Haubonee yacto y uenoBeka BCcTpeyaroTcst Tpucomun mo 21-i, 13- u 18-t mape
XpoMOCOM. MexaHu3M Takoro BIIMSIHHS BO3pacTa HE BBISICHEH. BiusiHue Bo3pacrta Ma-
TEPHU MOKET OBITh U OOpPATHBIM: X-XPOMOCOMHUSI Yallle BCTPEUAETCS Y MOJIOABIX MaTe-
peit. [lpumepom MokeT CiayuTh cuHapoM JlayHa. AGCONIOTHOE OOJIBITMHCTBO CITy-
YaeB BOBHUKHOBEHHUS TAKOTO CUHAPOMA IPOUCXOAUT BCIIEICTBUE yTpoeHus 21 xpomo-
combl (Tpucomus 21). JIpyruMu coBaMH, B KaXKIOW M3 KJIETOK OpraHH3Ma MPHCYT-
CTBYET TPH 3K3EMIUISIpAa TaHHOM XPOMOCOMBI, KOTJa JOKHO OBITh UCKIIOYUTEIHHO

JABEC KOIIHNU.
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Cunnpowm Ilaray — cunpom tpucomun 13. IMmeroTcst ABa IIUTOTEHETUYECKUX Ba-
puanTta curpoma [laray: mpocras TpucoMus 1 poOepTCOHOBCKAs TpaHcaoKanus. /5%
CJIy4aeB TPUCOMHH XPOMOCOMBI 13 00yCIIOBIIEHO MOSIBICHUEM JOMOJTHUTEIBHON XPpO-
Mocombl 13. Mexy yacToTol BOZHUKHOBEHUS cuHApoMa [laTay u Bo3pacTom Matepu
MIPOCIIEKUBAETCS 3aBUCUMOCTD, XOTSI U MEHEE CTporasi, 4eM B cirydae 0osie3nu JlayHa.

Cunnpom DnBapjca — 3TO CUHAPOM Tpucomuu. Jletu ¢ Tpucomueit 18 yaiie pox-
JAI0TCSl y TMOXWIBIX MaTepeil, B3aMMOCBSI3b C BO3PAaCTOM MaTepu MEHEe BBIpaXKEHa,
YeM B CIIydasx TPUCOMHHU XpoMocoMbl 21 1 13.

Emé oqauM BHyTpeHHUM (haKTOPOM, BIUSIOIINM Ha BO3HUKHOBEHHE XPOMOCOM-
HOTO 3a00JIEBaHMsI, SBJISIETCS HACIIEACTBEHHOE MPEIPACIIONOKEHHE (CeMEeHOe Npe/I-
PaCIIOJIOKEHHE).

B cembsx, nMeBmux peOEHKA XpPOMOCOMHOW OOJE3HBIO MPHU KAPUOTUITUUECKU
HOPMAJIbHBIX POJIUTENSX, TOBTOPHBIN PUCK POXKIICHUS peOEHKA C XPOMOCOMHOM MaTo-
JIOTHEN XOTh U HE3HAUYMTEIICH, HO MOBbIIIEH. YacToTa XpOMOCOMHBIX 0OJIe3HEH cpeau
HOBOPOXIEHHBIX AeTei okoso 1%. MHorne u3aMeHeHus: XpOMOCOM HECOBMECTHUMBI C
KU3HbBIO U SIBJISIIOTCS YaCTOM MPUYMHON CIIOHTAHHBIX a00OPTOB U MEPTBOPOKICHUI.

B nacrosimee Bpems y dyenoBeka uzBecTHo Oonee 700 3a0osieBaHmii, BEI3BAHHBIX
M3MEHEHHEM YHCiia UM CTPYKTYPBI XpoMocoM. Okoio 25% mpuxoAauTcst Ha ayTOCOM-
HbIe TpucoMuH, 46% — Ha MaTOJIOTHUIO MOJIOBBIX XPOMOCOM.

Takum o0Opa3zoM, XpOMOCOMHBIE OO0JIE3HUM BO3HUKAIOT B pe3yjbTaTe MyTalui B
MOJIOBBIX KJIETKaX OJJHOTO U3 poauTeneit. [Toka erie He CyliecTByeT METO/10B, KOTOpBIE
MTO3BOJISUTH OBI JICUUTh TCHETHYECKUE 0O0JIC3HU, BHI3BAHHBIC TCHOMHBIMHA MYTAIHSMHU.
Ho pa3paboTansl METOIBI AMATHOCTUKH TAaKMX MYTAIlMi, YTO IMO3BOJISIET IPH UX OOHA-

PY’KEHHUH MpephIBaTh OEPEMEHHOCTh HA pAHHEH CTaJINU.
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