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XPOMOCOMHBIE 3ABOJIEBAHUA

HacnenctBeHHOCTh — c€moco0 miepeaaud W3 TOKOJEHUS B TOKOJEHUE
OMOJIOTMYECKUX OCOOCHHOCTEM KaXXJI0OTO BHJA METOJIOM KOJHUPOBaHHUS, uepe3
CIELUANIbHBIE MUKPOCTPYKTYPhl — XPOMOCOMBI W TE€HBI, HaXOHSIIHECs B sApE
MOJIOBOM KJIETKH.

XpoMocoMa — CIOKHBIM, HATEBUIHBIM CAMOBOCIPOU3BOIAIINNCA DIEMEHT
anpa kiaetku. Kaxas kieTka dyenoBeka cojepxkut 46 xpomocoM uiu 23 mapsl (22
Mapbl ayTOCOM, OJMHAKOBBIX Y MY>KUMH U KCHIIUH, U | mapa moJIOBbIX XPOMOCOM:
y MmyxunH X 1 Y, y )keHiluH X U X). B 3aBUCUMOCTH OT pa3mepa, MOJIO0KEHUS
LHEHTPOMEPBl W JUIMHBI IUIEY Yy YEJIOBEKA PAa3jIMYaloT TPU THUIIA XPOMOCOM:
METallCHTPUYECKU  (MeIuaHHbIN), cyOMeTalleHTpuuecKkuii (cyOMeauaHHbIN),
aKpoleHTpuYecKkuil (cyoTepMuHanbHbIi). [1o pazMepy v MOJOKEHUIO IEHTPOMEPHI
BCce XpoMocoMbl pazaenieHsl Ha 7 rpynn — A, B, C, D, E, F, G. B nepBbie rpymibl
BXOJAT OoJiee KPYIHbIE, B MOCIEAYIONUE — 00JIee MEIKHUE XPOMOCOMBI.

Baxknelmuii XuMHUUYECKUNA KOMIIOHEHT XPOMOCOM — CJIOXHBIE O€lIKH
HyKJIeonpoTenabl. B HX cocTaB BXOASAT NpOCTbie O€NKU (MPEUMYIIECTBEHHO
MPOTAMUHBI M TUCTOHBI) U HEOEIKOBOE COEAMHEHUE — HYKJIEHHOBBIE KHCIIOTHI,
MpeACTaBISAIONINE cO00i moauMepHbie MakpoMosekysipabie coequuenus (JJHK u
PHK). IHK conepuTcs HUCKIIOUHUTENBHO B SJIp€ KJIETKH U COCTOMT U3 JBYX
CIUPAIbHO 3aKPYUYEHHBIX, MAPAJJICIBHO PACIIOJOKEHHBIX TMOJUHYKICOTUIHBIX
nenovyek (HamogoOWe BHUHTOBOM JecTHHUIIB). HykiaeoTwabl coCTOST U3 Tpex
KOMIIOHEHTOB — ocTaTka ¢ochopHoit kuciorsl (Pocdara), MoHOcaxapuaa
(ne3okcupu6b03a) u azorucroro ocHoBaHus (tumuH (T) m wurozun (L) —
MUPUMHUJIMHOBBIE OCHOBaHUs; ajieHUH (A) u ryanuH (I') — mypuHOBBIE OCHOBAHMUS).
docdaTHbIe U MOHOCAXapUAHBIE IPYIIIBI PACTIOJIAral0TCsl CHAPYKH, 00pa3ysi OCTOB
JIECTHUIIBI, & a30TUCThIE OCHOBaHHUS OOpalleHbl BHYTPb, 00pa3ysl «IepeKIaIuHbI»
nectHUIbl. OCHOBaHUA, COEOUHEHHBICE BOJOPOJIHBIMM  CBSA3SIMH  BCErla
KOMIUTUMEHTapHBI IPYT IPYTY, T.€. aACHUH BCErJla COEIMHEH C TAMUHOM, a T'yaHUH
C UATO3UHOM.

B xpomocome B JIMHEHHOM MOPSIIKE PACHOJOKEHbI AKTUBHBIE YYaCTKU —
JoKychl wiM rewsl. ['en — ydacrok nenu JAHK, conmepxammii MHCTpYKIUIO IS
MOCTPOCHUSI OMNPENENIEHHOr0 BHUJAa O€lka W KOHTPOJHPYIOIIEe pa3BUTHE
ONPEAETIEHHOr0 HACIIEICTBEHHOIO Ipu3HaKa. [lepBuunoe aelicTBrE T€HOB COCTOUT
B IIPOrpaMMUPOBAHUN OMOCHHTE3a (PEPMEHTOB MO MPUHIMUITY «OJIUH T€H — OJIHMH
dbepMenT». Pa3zBuTHe HACIEACTBEHHBIX MPU3HAKOB MPOUCXOAUT MO CXEME: FeH —
bepMeHT — OHOXUMHUYECKasi peakiusi — MpPU3HaK.

'enst ctabunbHbl. IlepenatoTcsi 0e3 WM3MEHEHHST OT POAUTENEH NETIM B
TEUEHUE ThICAY TMOKoJeHnH. OAHako uX CTaOWIbHOCTH He abcomtoTHa. [lpum
MyTallUd HWCXOAHBIA TE€H MNpPEBpAIaeTCs B MYTAaHTHBIM, ITPOTPAMMHUPYIOMIUN
pa3BUTHUE M3MEHEHHOIo MpU3HaKa. MyTaHTHBIA I'€H CTOJIb ke CTaOWIIeH, U pa3
BO3HUKHYB, Mepenaércs 6€3 N3MEHEHUH MOCIEeAYIOIUM HOKOJIEHUSM.

Bcero B xpomocomax yenoBeka Haxoaurces okoao 100000 renos.

K XpoMOCOMHBIM OOJI€3HSIM OTHOCSITCSL BPOXKJICHHbIE TOPOKH Pa3BUTHUSA
opraHusma, OOYCIIOBJICHHbIE OTKJIOHEHHEM OT HOPMAaJbHOIO COJEpKaHUs
XpOMOCOMHOr0 Matepuaia. Kak mpaBuio, XpoMOCOMHbIE OOJE3HU MPEACTABISIOT
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co0ol cropaJiiuecKkue Ciaydyal B CEMbE, BO3HUKAIOIINE B pe3yJbTaTe MyTalluil B
MOJOBBIX KJIETKax ofHoro wu3 poauteneil. W Ttompko 3-5% sBusroTcs
HACIIEJICTBEHHBIMU (OpMaMu, MEpPEJAOIIUMUCT W3 TOKOJEHUS B TMOKOJICHHE.
[laTonornueckue M3MEHEHUsI BCIEICTBUU XPOMOCOMHBIX aHOMAJIU B OpraHU3Me
YyeJioBeKa CKJIAAbIBAIOTCS YK€ B MPEHATAIbHOM mepuojie ero pa3putus. OHU
o0ycnaBnuBarOT JUO0 rubenb SMOpHOHA WM IUIOAA, JIMOO CO3Jal0T OCHOBHYIO
KJIINHUYECKYIO KapTUHY y HOBOPOXKIAEHHOT0. B cpeanemM okoso 50% CIIOHTaHHBIX
aboptoB u 7% BceX MEPTBOPOXKICHHN OOYCIOBICHBI XPOMOCOMHBIMHU
HapymeHusMu. Ha 1000 HOBOPOXIEHHBIX 7 HUMEIOT Pa3IMYHBIE XPOMOCOMHBIE
00JIe3HMU.

B ochHoBe knaccuukanuy XpOMOCOMHBIX 3a00JE€BAHUN JI€KAT THIIBI
MyTanuii. MyTanuu — HeHANpaBJIeHHbIE U3MEHEHUsI HACJIEICTBEHHOIO0 MaTepuana
KJIETKH, IEpeAaroecst IOTOMCTBY.

CyliecTBYIOT CHOHTaHHbIE WU HMHAYNHPOBaHHbIE MyTanuu. CHIOHTaHHbBIC
MyTalldd BO3HUKAIOT B €CTECTBEHHOW oOcTaHOBKe. MHIylIMpOBaHHBIE MYTAIlMU
BO3HUKAIOT B PE3yJbTaTe BO3JACUCTBUS Pa3IUYHBIX (DAKTOPOB BHEIIHEH CpEIbl
(MyTareHoB), KOTOpbl€ MOTYT ObITh (DU3UYECKUMU U XUMUUYECKUMU. DU3NUYECKUE
MyTareHbl - TEIJIO, XOJIOJ, BCE BHJbl aTOMHOW paaHalliu, PEHTIT€HOBCKHUE JIyYH,
yIbTPparONETOBBIE TYUH, SJIEKTPOMArHUTHOE M3JIyYEHUE BHICOKOW YacTOTHI U JIP.
XUMUYECKHE MYyTareHbl - TaKU€ COCIUHEHUS KaK KOJXHIUMH, (opMablIeru,
XJIOpalruapaT, TNanaBepuH, AaTPONHUH,  MECTUUUIbI,  BBIXJIOMHBIE  Ta3bl
TPAHCIIOPTHBIX CPEJICTB, CUTAPEThl U Ap. OAHAKO KIIETKA UMEET U CUCTEMY 3allUThI
OT MYTareHOB, KOTOPBIMU SIBJISIIOTCS TPOLECCHl pernapalud — UCIpaBICHUE
MYTAllMOHHBIX MOBPEXKJICHUI T€HETUYECKOr0 Marepuajga Mpu MOMOIINM JeUCTBUS
psina pepMeHTOB (IKCUU3UOHHAS U MOCTPEIIMKATUBHAS perapalivm).

Paznuyaror reHHble, XpOMOCOMHBIE U TECHOMHBIE MYyTallUU.

I'ennble MyTamum - CBSI3aHBl C W3MEHEHUEM BHYTPEHHEU CTPYKTYpBI
OTHIEJIbHBIX TE€HOB, KOTOPOE€ BEAET K HAPYIICHUI0 CHHTE3a OIPEeIeICHHOIO
CTPYKTYpPHOTO OenKa min pepMeHTa.

XpoOMOCOMHBIE MYTAUUM - CTPYKTYpHBIE TIEPECTPOMKHA OJHOU WIIH
HECKOJIbKUX XpPOMOCOM.

OcHOBHbIE BHJIbI XPOMOCOMHBIX MyTaIlui CIEAYIOIIUE:

- Oelleyusi — IOTEPS KOHIIEBOTO WIIM CPEIMHHOTO Y4aCcTKa XPOMOCOMBI;

- mpauciokayus — NePeMEIIEHUE OTJEIbHBIX YYACTKOB XpPOMOCOM B JIPYTYIO
XpOMOCOMY;

- uHeepcus — PE3yAbTaT JBYX pa3pblBOB B OJHOM XpoMOcOoME U
BOCCOEJIMHEHHE MX B HOBOM IIOJIOKEHUHU BCIIEICTBUU MOBOPOTA Y4acTKa MEXIY
pa3peiBamu Ha 180. MHBepcuu He HapymalOT OanaHca TeHOB, OHU JIUIIb U3MEHSIOT
MOPSIAOK PACTIONIOKEHUS UX B XPOMOCOME.

- oynauKayus — yABOEHUE OTACIBHOTO y4acTKa XPOMOCOMBI;

- U30XpOMOCOMA — XPOMOCOMHBIE CTPYKTYpbl, B KOTOPBHIX B JBYX IIedax
MOBTOPSIETCA OJUH TOT K€ XPOMOCOMHBIA MaTepuan. M30xpoMocoMbl 00pa3yroTcs
B pe3yJbTaTe OObEIUHEHUS ABYX XPOMOCOM;
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- KoOJbyesvle XpOoMOocoMbl — OOpa30BaHHWE HMX CBS3aHO C BO3HUKHOBEHHEM

pa3pblBOB B OJIHOW XpPOMOCOME, B pe3yjbTaTe uero oOpa3yroTcs [iBa

KOHIIEBBIX U OJIUH CPEJMHHBIN (hparMeHT, KOTOPBIE CIIMBAIOTCS B OAUH KPYT.

I'enomHble  MyTamum  —  W3MEHEHHMS  4YuClIa  XpOMOCOM,  HeE
CONPOBOXKJAIOIINECS HW3MEHEHHEM UX CTPYKTYphl (T€HOMOM 0003HayaeTcs
COBOKYITHOCTh T'€HOB, 3aKJIIOYEHHAsl B MOJIHOM €JUHUYHOM HAOOpe XpOMOCOMBI).
Ocobu, Hecymue 0ojee JByX FTeHOMOB, Ha3bIBAIOT MOJIUTLIOUTHBIMU :

- mpunioudusi — COAEPKUT Tpu reHoma (3n - 69 xpoMocom);

- mempannoous — COACPKUT YEThIpe TeHoMa (4n - 92 XpOMOCOMBI) U T.]I.

[Ipy HemOCTATOYHOM WM H30BITOYHOM YHUCIE OTACIBHBIX XPOMOCOM,
MyTalldd HAa3bIBAIOTCS AHEYIUIOMJAHBIMU WM TeTepOIUIOMAHBIMU. PaznnyaroT
CJIEAYIOIINE TUIIbI AHEYTUIO UM :

- HyIucomusi —I0Teps apbl TOMOJIOTHYHBIX XPOMOCOM (46-2);

- MOHOCOMUSL — TIOTEPS OJHON XPOMOCOMBI U3 KaKOW-HUOYAb napsl (46-1);

- mpucomusi — NOSIBIICHUE OJHOM JIUIIIHEN XpoMOCcOMBI (46+1);

- mempacomus — HaIM4ue ABYX JIMIIHUX TOMOJIOTHYHBIX XpOMOCOM (46+2).

B nacrosiee Bpems u3zBecTHO Ooisiee 750 M3MEHEHUs KapuUOTHUIIA - YHCIA,
pa3MepoB U CTPYKTYpbl XpoMocoMm (okojio 50 konmuecTBeHHbIX U Oosee 700

CTPYKTYPHBIX).

B kiMHMYeCKOW  OpakTUKE  MPUXOJIMUTCS  CTAJIKUBATBCS  JIMIIb  C
HE3HAYUTEIbHBIM YUCIIOM
XPOMOCOMHBIX ~ 0OJIE3HEH,  SIBIISIFOLIUXCS M0 CYHIECTBY BPOXKIECHHBIMHU

CUMIITOMOKOMILIEKCAMH, OOBIYHO HE HMEIOIIUMHU MPOrPAAUEHTHOTO TEUYEHUS.
Yamnie BcTpevaroTcs 00JIbHBIE C KOJTUYECTBEHHBIM HAPYIIEHUEM KapUOTHIIA.

bone3nr JlayHa (BpOXIE€HHOE claboOymMue) —XpOMOCOMHOE 3a00JieBaHuUeE,
MPOSIBIISIIONICECS TSKEIBIMU TMCUXUYECKUMH U SHJIOKPUHHO-COMATHUYECKUMHU
HapymieHussMu. OOyCIOBJIEHO HalUyuMeM JUIIHEeH 21 XpoMOocOMBbI (TPHUCOMHUU IO
3TOl XpoMocome, Bcero B Habope 47 xpomocom). [lpum nuroreHernueckux
UCCIIEIOBAHUSIX OOHApY>KEHbl TPU BapuaHTa aHOMAJIUK KapuoThna y OOJIbHBIX:
peryisipHas TpUCOMUS, HecOallaHCHUpOBaHHAs TPAHCIOKAIMA M MO3aulU3M.
Perynspnas Tpucomusi Bctpeuaercs: Hanbosiee yacto (94% Oo0NbHBIX), IPU 3TOM
muinHAg 21-9 XpoMocoma OOHapyKUBAaeTCs BO BCEX KIETKAX KYJIbTYpbl, oOIIee
YHUCJIO XPOMOCOM B Kaxx70oil u3 Hux 47. TpaHnciokaiusi BcTpedaercs: y OOJbHBIX B
3-5% ciyuaeB: oOllee 4nciio XpoMocoM B Habope 46, Ho nuiHsg 21-1 XxpomMocoMa
TPAHCIOIMPOBaHA HA Kakyro-1ubo u3 aytocoM. Hambonee dacTbie BapuUaHThI
Tpancnokauuu: 21/13-15, 21/22, 21/4-5. Knunnyecku TpaHCIOKAaIIMOHHBIE (POPMBI
HE OTJIMYAIOTCS OT PETYISIPHON TPUCOMUU, HO MPU HUX OTPOMHOE 3HAUCHUE UMEET
BBISIBJICHUE CKPBITOM TPAHCIOKALMM Y POJAUTENICH, YTO BAXXHO JJIsi MPOTHO3a B
OTHOIIEHWH NOTOMCTBA. Mo3auuus3M COCTaBiIsIeET OKoJIo 1% Bcex ciiydaeB
oone3nu. Ilpu mo3zaumnm3Me B 4YacTH KIETOK OOHAPY>KUBAETCS HOPMAJIbHBIN
KapuoTur, a B 4Yactu — 47 XpoMOCOM C TpuUcCOMHENH 21-iI XPOMOCOMBL.
BripaxeHHOCTh KJIMHUYECKUX MPOSIBIECHUN O0JIE3HH TPU ’TOM BO MHOT'OM 3aBUCHUT
OT COOTHOILICHHUS] HOPMAJIbHBIX U aHOMAJIbHBIX KJIETOK. Ba)XHO UMETh B BUAY, UTO
(EHOTUNUYECKU 3J0pPOBbIE POJIUTENN OOJBHOIO MOTYT OBbITb HOCHUTEISIMHU
MO3aUYHOTO0 KapUOTHIIA.
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Jluarno3 ctaBUTCS OOBIYHO MPHU POXKACHUU peOCHKA MO TaAKUM CUMIITOMAM,
KaK YMEHbIIIEHUE Pa3MepOB ueperna, MIOCKUH 3aThIJIOK, KOCOE PACIION0XKEeHHUE TIias,
AIUKAHT, IIUPOKas 3amaBiiasi IEPeHOCUIIA, TOTYOTKPBITHIA POT, TOJCTHIN A3BIK C
rIyOOKUMH OOpO37aMM, MPOTHATU3M, HHU3KOE PACIOJIOKEHHE YIIEH, KOPOTKHE
Majblibl, UCKPUBICHHBIA, YKOPOUYEHHBIH MU3HMHEI[ Ha PYyKax, «CaHIaJeBUIHAs»
1ie/b Ha CTOMAax, MOMEepeYHas KOXKHasl CKJIaJKa 4epe3 BCHO JaJO0Hb («0OE3bsSHbS
nanay). Ha Mu3uHIIE BMECTO ABYX NONEPEYHBIX JMHUN BBIABISIETCS OnHA. B
JanbHENIeM Mo Mepe pocTa pedeHKa Bce 0osiee OTYETIMBO MPOSIBISIOTCS HEHUPO-
SHJOKPUHHBIE (0XHUpPEHHUE, HapyIlIeHHEe TPOPUKHU KOXNKHBIX MOKPOBOB, 3aJIepiKKa
pocta, Mukpouedanus, oOu@as  MbIIIEYHAs]  TUMNOTOHUS,  THUIOTUPEO3,
TUIOTCHUTAIN3M U JIp.), COMAaTH4YecKue (BpOXKIACHHBIC MOPOKU Pa3BUTHUSL CEPAIIA,
KEITYJTOUYHO-KUIIIEYHOTO TpPaKTa, MOYEK, JETKUX, NUCTPO(US CETUYATKH, BOIUbS
MacTh, KEPATUT) U HEPBHO-IICUXUYECKUE HapylieHus. JJisi OONbHBIX XapaKTEPHBI
NPUMUTHUBHBIE HOMOIMUA U  BICYEHUS, OE3bIHUIIUATUBHOCTh, IOBBIIICHHAS
BHYIIIAEMOCTb, OE€JHOCTh BOOOpAXEHHUS, CKJIOHHOCTh K TMOJpakaTeJIbHOU W
aBTOMAaTUYECKON  JIEITENILHOCTU. Y  OJHUX NpeoOJajaloT  MOBBIIICHHOE
HACTPOEHUE, YpEe3MEpHasl MOJBUKHOCTb, CYETIMUBOCTh (IPETUUECKUM THI), Y
JIpPYTUX — JBUraTelibHash 3aTOPMOKEHHOCTh W Oe3pasfinuue K OKpPYKaloIleMy
(TopniuaHbId TUM). 3a7ep:KKa YMCTBEHHOTO PAa3BUTHUSI BAPbUPYET OT UJIUOTUU WIIH
AMOEIMIBHOCTH J0 JEOUIBHOCTH, HO BCE K€ OOJILIMIMHCTBO OOJBHBIX 00JIaIal0T
CIIOCOOHOCTBIO YCBOUTH HEOOXOJMMBbIE JKUTEHCKHUE HAaBBIKW M  CIIOCOOHBI
BBITIOJIHATh MPOCTON (DU3MYECKU TpyH, NOMallHIOK paboTy u T.4. OOydeHwue
MPAaKTUYECKUM HaBBbIKAM YyAAeTCs JIy4lle, YeM pPa3U4YHbIM 3HAHUSIM — IHUCHMY,
YTEHUIO, CUETY.

B HeBposiormueckoM crTaryce MOTYT OBbITh CHUMITOMBI JIUKBOPHOMU
runepTeH3u (rojioBHble OOJM U Jp.), HUCTArM, Mape3bl, aHu3opedeKcus,
IATKOCTh MOXOAKH, HEYCTOWUMUBOCTH B o3¢ Pombepra u 1.1. [lonoBbie opransl He
pPa3BUTHI, BTOPUYHBIC MOJOBBIE MPU3HAKU BBIpaXXEeHbI cliabo. MeHcTpyanuu y
JIEBOYEK MOSIBIIAIOTCS MO3/IHO, OBIBAIOT HEPETYISIPHO, PAHO HACTYMAeT MEHOIAay3a.
[lonoBast akTUBHOCTb CHUKEHA.

N3menenbl Takke M OMOXMMHUYECKHE  XapaKTEPUCTUKHU:  IOBBIIIECHA
aKTUBHOCTh  WIEJNOYHOU  (ocdaTazsl ©  II0OK030-6-PpocdaTaeruaporeHassol,
HapyllleH MeTaboin3M TpuntodaHa, pe3KO CHUKEHO COAEp)KaHUE MUPUIOKCHUHA,
AKTHUBHO y4aCTBYIOIIETO B OOMEHE TIIMKOTeHa.

[IpoaomKuTENbHOCTD XU3HU OONbHBIX orpanudeHa (mo 30 net). [IpuuuHoit
CMEPTHU SBISIIOTCSI OOBIYHO MOPOKHU PA3BUTHUS BHYTPEHHUX opraHoB. [loTomcTBa
OOJIbHBIE, KaK MTPaBUJIO, HE UMEIOT.

Jleuenue Oone3nn  JlayHa  KOMIUIEKCHOE: TOpPMOHaJbHAas  Tepamnus
(IpeIHU30JI0H B BO3PACTHBIX J03UpoBKax, TupouauH ot 0,006 go 0,05 1-2 pa3a B
neHb, npedu3oH mo 0,5-2 MiI MOAKOXKHO 2-3 MHBEKIIMHM B HEACII0, COMAaTOTPOIUH
no 1-4 EJl BHyTpumbllieyHo 1-2 pa3a B HEAENI0), CTUMYJSATOPbl OOMEHHBIX
mpoIeccoB  (HepoOoJ), TIIIOTAMUHOBAs KHUCIJIOTA, IEpeOpOJIM3UH, aMHHAJIOH,
HOOTPOMWJI, Hypeaall, BATAMUHBI IPYIIbl B, cuMOToMaTudeckas Tepamnusi, 3aHsATUs
C TMemarorom, JjoroneaoMm. JleyeHne HAYMHAIOT C TEPBBIX JHEH IKU3HU.
BpoxaeHHble TOPOKH BHYTPEHHUX OPraHOB YCTPAHSAIOTCS XUPYPrUUECKUM ITyTEM.
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Cunapom Ilatay (cunapom tpucomuu D, Tpucomus —13) - xpoHuueckoe
XpOMOCOMHOE 3a00JIeBaHUE, COMPOBOXKAAIONICECS HMIUPOKUM CHEKTPOM TSHKENBIX
HEPBHO-TICUXUYECKUX M SHJIOKPUHHO-COMATUYECKUX HapymieHuil. Cunapom
oOycnoBieH Tpucomuei mo 13-ii mape xpomocom. llutonoruuecku npeacTaBlieH
JByMsI BapuaHTaMU: NPOCTOM TPUCOMHUEH W  TpaHCIOKalMOHHOW Qopmoi. B
KapuoTuie 00JpHOro HabmrogaeTcs 47 XpoMocoM ¢ JIUIIHeR xpomocomont 13. ITpu
TPAHCIOKAIIMOHHOM BapHaHTE B KapUOTHUIIE OOJBHOTO umeeTcs 46 XpOMOCOM.
YMEHBIICHUE YHCIIA XPOMOCOM MPOUCXOJUT YaIlle BCErO B PE3YJbTATE CIUSAHUSA
IByX xpomocoMm rpynmsl D (13-15).

Knunuka. Buemnuit Bug 001bHBIX ¢ cuHIApOoMoM IlaTtay BechMma cieniugpryeH.
JleTu poxkaroTcsa ¢ HU3KOM Maccoil Tena, ruapoiedaibHON Uin MUKpoledalbHOMU
dbopmoii uepena. IMeroTcss MHOKECTBEHHBIE TTOPOKU PAa3BUTHS JIUIIEBOTO CKEJETa:
ne(deKThl KOXKHU TOJ0BbI, HEMPaBUIbHO C(OOPMUPOBAHHBIE U HU3KO PACIION0KEHHBIC
Y, MUKpO(TanbMusi, He3apalieHue ryobl 1 He0a, OTCYTCTBUE KOCTEH OCHOBAHMS
Hoca. Ha koke nuiia u pyk OTMEUarOTCS TeMaHTHMoMbl. [lOCTOSIHHBI TpBIKH,
KPUNITOPXU3M, MONUAAKTUIUS, Jedopmanus kucred u crom (diexkcopHas
nedopmanus najibleB KUCTH, BBICTYMAroUas IMSITKa, MOJasi CTOMA), MOBBIIIECHHAS
T'MOKOCTh CyCTaBOB, BpPOXK/ICHHBIC MOPOKHU BHYTPEHHUX OpraHoB
(KapauMOBacCKyJIIpHOW W MOYEBOM CHUCTEMBI, >KEIYJOYHO-KHIIEYHOTO TPAKTa).
OtMeuaeTcs pe3kasi YMCTBEHHAs! OTCTaNOCTh. YacTo HaOII0Jat0TCs CYIOPOTH.

[Tapaknuanuecku cuHapoM Ilatay MeHee M3ydeH: M3MEHEHUM KJIETOYHOIO
COCTaBa M XMMUYECKUX NapaMeTpOB KPOBU HE 0OHapyskeHo. [Ipu Gnoxummyeckom
UCCIICIOBAHUM BBISBIISIOTCS AHOMAJMM TIEeMOrJIO0MHA M YMEHBIIEHUE €ro
COAEpKaHUS.

[Ipn uccnenoBaHWM KOXXHBIX PUCYHKOB BBISBIISICTCSl MOIMEpPEUHAs] KOXKHAs
CKJIaJiKa, OfHA crulareyibHas CKJaJKa HAa MU3HHIE, HEIOPa3BUTUE AYT, HU3KOE
PacIOIOKEeHHE TPUpaInyca.

Cnenyer OTMETUTb, UTO TPUCOMHBIE M TPacCIOKalMOHHbIE (POPMBI CHHApPOMA
[latay o KJIMHUYECKHM MNpPHU3HAKAM MPAKTUYECKU HEPA3IUYUMBI JAPYr OT JApyra,
MO3TOMY ILIMTOT€HETHYECKoe oOcleqoBanre OONbHBIX M IuddepeHnnalbHOMI
JUArHoCTUKU J3TuX ¢GopMm o0s3arenbHO. [Ipu  TpaciokallMOHHOM BapuaHTe
TpucoMuu 13 BepOSATHOCTH MOBTOPHOIO POXKIECHHUS AHOMAJIBHOIO IMOTOMCTBA
nocrturaet 25%, a npu TPUCOMHOM BapHUaHTE OHA He npeBbimaet 1-2%.

[Iporno3 HEONATONPUATHBINA, NPOAOIKUTEILHOCTh JKU3HU OOBIYHO 3-4
Mecsa.

Cunapom OpaBapca (tpucoMust 18) - XpOHHYECKOE XPOMOCOMHOE
3a00JeBaHNe, XapaKTepU3ylolleecsl PE3KUM IMpPEHATaJbHbIM HEJOPAa3BUTHEM H
MHOT'OUYHCIIEHHBIMU OPOKAMH PAa3BUTHUSI KOCTHOW CUCTEMBI: N0IUXO0Ie(aTnyecKoi
dbopMBI yepern co CTYNeHeOOpa3HbIM 3amaJicHueM JIOOHBIX KOCTEH B 00JacTu
OOJIBIIIOTO POTHUYKA, HUXKHSISI YENIOCTh U POTOBOE OTBEPCTHE MAJICHBKHE, TJIa3HbIC
HIeIN Y3KUE U KOPOTKHE, YIIIHbIE PAKOBHHBI 1eopMUpOBaHHbIe. ['pyaHas KieTka
IIMPOKass M KOpPOTKasi, aHOMaJbHOE Pa3BUTUE CTOMbI, HMeEETCs (PIeKCOpHOE
PacIoOKEeHHE KOCTel. BBIABISIOTCS BbIpaXKE€HHbBIE OPOKU PA3BUTHUSI BHYTPEHHUX
OpPraHoB.
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Cnemuduueckoro seuenust HeT. [Iporno3 nebnaronpustabii. 90% O0NIbHBIX
YyMUPAIOT HAa TMEPBOM TOAYy >XKU3HU. BbDKUBIIME yMuUpaOT OT WH(EKIHMOHHBIX
3a00JIeBaHUIi, Jallle BCEr0 OT MTHEBMOHHM.

Cunapom JlexxeHa  (CHHIPOM  «KOIIAYbETO KPUKA»)-  XPOHUYECKOE
XpPOMOCOMHOE 3a0osieBaHuE, COMPOBOKIAIOIIEECs MHOXECTBEHHBIMU
aHOMAJUSIMH, TIyOOKOM YMCTBEHHOM OTCTAJIOCTbIO W XapaKTEPHBIM ILIAYEM,
KOTOpBIM HamoOMUHAeT Komauui Kpuk. [lutomornuecku y Bcex OOJBHBIX
OOHApyXUBACTCS YKOPOUEHHUE MPUOIU3UTEILHO HA TPETh KOPOTKOro Iuieua
OJIHOTO U3 TOMOJIOTOB XPOMOCOMBI 5.

KinuHudecku CHHAPOM «KOIIAYBEro KpuKa» ouyeHb mnoauMopdeH. bes
CBOEOOPA3HOTO KpPUKA HAJEKHBIM JUArHO3 0 LUTOTEHETUYECKOTO O0CIeq0BaAHUS
peOeHKa YCTaHOBUTh HEBO3MOXHO, TaK Kak  OOJBIIMHCTBO KIMHUYECKUX
CUMIITOMOB JTOTO 3a00JI€BaHMsI BCTPEYACTCSA U MPU JPYTUX XPOMOCOMHBIX
aHoMausX. B TUNWYHBIX cilydasX y JE€T€H C CHHIPOMOM «KOIIAYhEro KpUKay,
KIIMHUYECKA OTMEUAIOT KPYIJIO€ JIMIO C THUIEPTEIOPU3MOM, aHTUMOHTOJIOUIHBIC
IJIa3HbIE IIENM, KOCOTJa3ue, SMNHUKAHT, YMEHBIIEHHBIH MOA00POJIOK, IJIOCKYIO
CIIMHKY HOca, Ae()OPMUPOBAHHBIE U HU3KO PACIIOJIOKEHHbIE YIIIU, KOPOTKYIO HIEHO,
HIDKHIOIO CUHIAKTHINIO, YKOPOYEHHBIE Majbllbl, KIMHOJIAKTUIUIO, BPOXKICHHBIC
MOPOKH CEPJILla U MOJIOBBIX OPraHOB, AaHOMAJIUIO MOYEK.

[Iporuo3 nebnaromnpusiteH. [Ipumensiercs naainaTuBHas Teparnusl.

Cunapom Kunaitndenbrepa (CHHIPOM MYXKCKOrO THUIIOTOHAAW3MA) —
XPOHUYECKOE XPOMOCOMHOE 3a00Je€BaHUE, MPU KOTOPOM HAOIIOAETCS TJIaBHBIM
o0pa3oM CHUMITOMBI MOJIOBOrO Heaopa3BUths. (OOYCIOBICHHO HAJUYUEM Y
MYXUYMH JHIIHEH X Xpomocombl (Habop mosioBbix xpomocoM XXY, Bcero 47
xpoMocoM). Bo3HukaeT wuamie B pe3yibTaTe OIUIOJOTBOPEHHUS abeppaHTHOM
SUIEKIETKH X X-CIIEPMUEM, HMEIOLINM Y-xpomocomy. llutoreneruyeckue
BapuaHntbl cunapoma Kmaitnpenbrepa: XXY, XXXY, XXYY, XXXXY, a takxke
Mozauiu3M — 46 XY/47XXY, 46 XX/4TXXY u ap.

Kinaundeckasi cMuMIToMaTuka BhISIBISICTCS, HAUMHAsA ¢ TyOepTaTHOrO epuoia
U XapaKTepU3yeTCs BBICOKMM pPOCTOM (JJIMHHBIE HOTH), ACTEHUYECKOW WU
€BHYXOMJHOW KOHCTUTYIMEH (y3KHe IUIeud, IIUPOKUN Ta3, ciabopa3BuTas
MYCKyJlaTypa), CKJIOHHOCTb K OXHPEHHIO, THUIOI€HUTAIU3MOM (CKyJHas
pPacTUTENBHOCTh Ha JHIE, TMHEKOMAacTHs). XOTS HApYXKHBIE MOJOBBIE OpPraHbI
MY>XKCKOTO THUIIa U T1oJoBasg QYHKIUS Yy MOJOIBIX JIOJAEH CcoXpaHseTcs,
MPOJOKEHUE POJia Yallle BCEro HEBO3MOXXHO BCIEACTBUU aTpOUU CEMEHHBIX
KaHanbleB M acnepmur. Oxono 20% MyXKCKOro OecCIuionusi UMEIOT B OCHOBE
cunapom Knalindenbrepa.

OOBIYHO MMeEETCsl HEKOTOpas 3aJep)KKa YMCTBEHHOTO pa3BUTUA (OOBIYHO
NeOUIBHOCTh), BSIJIOCTb, HWHEPTHOCTb, IMACCUBHOCTb, OTCYTCTBHUE JOJKHOIO
MHTEpeca K OKpYXallleMy, CKIOHHOCTh K addexkram. boabHblE C 3THUM
CUHJPOMOM OY€Hb BHYIIaeMbl. Hepeako y OOJIbHBIX BO3HUKAIOT MapaHOUIHBIE,
raJUTIOIMHATOPHO-TIAPAHOUIHBIE, JEIPECCUBHBIE IICUXO03bl, KAaTOTOHUYECKHE W
HaBSI3UMBBIE COCTOSIHUSI, MHOTJA AHTHUCOLMAIIBHOE IOBEICHUE U aJIKOTOJHU3M.
BoisiBasitorcst  HeOONbIIME OpPraHUYECKHEe W3MEHEHHMS] — YacTU4YHBIM MITO3,
HUCTarMouJ, aHu3zopedaeKkcusi, MHUOMNMUS, acTUrMaTu3M u aAp. KiuHuueckue
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BapuaHThl cuHJpoma KiaiiHpenbTepa 4YacTUYHO OOYCIIOBIECHBI KOJIUYECTBOM
TUITHUX X-XpOMOCOM — C UX YBEJIMYEHUEM CTaHOBSITCS 00Jiee BBIPAKCHHBIMU
M3MEHEHUSI MHTEJIEKTA U MMOPOKU Pa3BUTHUSL OPTaHOB.

HccnenoBanue moaoBOro xpoMatnHa oOHapyXUBaeT Hanuuue Tenel] bappa.
XPpOMATUHIONOXKUTEAbHBIE W3MEHEHHUS Y MYXKUYMH C OOJIBIIOW BEPOSITHOCTHIO
YKa3bIBa€T HA YBEJIUYEHUE YnCia X-XPOMOCOM.

Jlnst  nedeHus TOPUMEHSAIOT TOPMOHANBHYIO Tepanuio (TecTecTepoHa
npormoHatr mo 1 mu 1% pactBopa 1-3 pa3za B Henmento, METUITECTECTEPOH WU
TETPacTEepOH (CYCTaHOH) MO 1 MJI BHYTPUMBIIIEYHO | pa3 B Mecsll), B psJie CydyaeB
— ONEPaTUBHYIO KOPPEKIUIO THHEKOMACTHH.

Cunapom IllepemeBckoro-TepHepa (CUHIAPOM MKEHCKOTO TMIIOTOHAIU3Ma) —
XPOHUYECKOE XpOMOCOMHOE 3a0oJeBaHue, XapakTepusyronieecs
MHOTOUYHCIICHHBIMHU TIOJIOBBIMM U COMAaTHYECKUMHU HapyuieHUssMu. OOyCIOBIEHO
OTCYTCTBHEM Yy KEHIIUH BTOPOU X-XpOMOCOMEI (Bcero B Habope 45 XpomMocom).
MonocoMusi 10 X-XpOMOCOME BO3HHMKA€T 4Yalle BCEro B  pe3yJbTaTe
OIUIOJOTBOPEHUS a00EpaHTHOM SUIEKIIETKY, TUIIEHHON X-XpOMOCOMBI, CIIEpMUEM
¢ X-xpomocoMoi. IIpy HMUTOreHEeTUYECKOM HCCIIEIOBAHUH, TOMUMO PETYJISIPHOTO
OTCYTCTBUSL OJHOH X-XpOMOCOMBI, OOHApY>KHUBAIOTCSI MO3aUYHBIE BapHUAHTHI
XO/XY, XO/XX, XO/XXX, XO/XX/XXX.

OnmuH U3 BaXXHBIX MPU3HAKOB OOJIE3HW — HUBKUM POCT (HOBOPOXKICHHBIC
JIEBOYKH MMEIOT HEOOJBIIYI0 Maccy Tella U pa3Mephl, pocT B3pocibix —130-140
CM), CO CBOEOOpa3HOM «IIUTOBUJIHOW» TPYIHOW KIETKOW H  IIUPOKO
paccraBiieHHbIMM cockamu. KopoTkasi 1miess U KOXHbIE CKJIQJKW OT 3aThbUIKA K
HAJIIJICYbsIM, YMEHbIIIEHHE MOAOOPOIKA, IMIMPOKOE MEPEHOChE (TUIEPTEI0OpU3M),
SIUKAHT U MTO3 MPUIAIOT OO0JBHBIM BUJ «cpuHKca». B mybeprarHoM Bo3pacTte
OTUETIIMBO BBISBISIETCS PE3KUH MOJIOBOM MH(DAHTUIN3M — T'€HUTAINU, SUYHUKU U
IpyAHBIE KeJe3bl HeNOopa3BUThl. MeHCcTpyauun OTCYTCTBYIOT. Brinenenue
ACTPOT€HOB IO CpPaBHEHHIO ¢ HOpMOW cHWkeHOo B 10-12 pa3. boibHble He
criocoOHbl K aetopoxaeHuto. Okono 10% xeHckoro Oecryionusi UMET B OCHOBE
cunpoM llepemeBckoro-TepHepa. XapakTepHbI TAKKE OPTaHUYECKUE U3MEHEHUS
B BHJIE NTO3a, KATapaKThl, MUOIIUHU, OCTEONIOPO3a, BPOKJCHHBIX BHIBUXOB. B psize
cily4aeB oOHapyKuBaeTcs oxxupeHue. MHTemekT 00nbIIuHCTBA OOJIbHBIX OJIM30K
K HOpME, B YacTH CIIy4yaeB MMEETCS YMCTBEHHasl OTCTalocTb. OHU MAaCCHUBHBI,
ACTEHUYHBI, CKJIIOHHBI K ICUXOT€HHBIM PEaKIUsIM U peaKTUBHBIM 1cuxo3aM. Kpome
TOT0, Y HUX OTMEUYAETCs] HapyIICHHUS CIIyXa.

IIpn uccnenoBanun mnonaoBoro xpomarnHa y 80% nereil BBISBIAETCS €ro
OTCYTCTBHE (XpOMAaTUHOHETATUBHOCTH).

Jleuenue: MPUMEHSIIOT npenapaTbl ACTPOTEHHBIX TOPMOHOB
(@atuHmmeTpaauon, Mukpodomua nmo 0,00015 r u mpermun no 0,03 B JeHb
LIUKJIAMU MPOJOJLKUTENBHOCTBIO 16 U 7 qHEl), BATAMUHOTEPANUIO, TIACTUYECKHE
onepanuu AJis yJaJeHus MEeUHbIX CKIIAJIOK.

JIMATHOCTUKA XPOMOCOMHBIX 3AFOJIEBAHMUIA.

JlnarHocTuka XpOMOCOMHBIX 00JI€3HEM OCHOBAaHA HA KJIMHUYECKUX JAHHBIX U
UCCIEI0OBAHUH (CIEMaIbHBIMA METOAMHU) XPOMOCOMHOI'0 HabOpa — KapuoTHUIa U
MOJIOBOTO XpomaTuHa. J[Jig ompeaesieHusi KapuoTHIa HCIOJIb3YIOT KaK MpSMBIE,
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TaK ¥ HEmpsiMble METOJIbI HcciieoBaHus. B mepBoM ciydae maTtepuan, B3sSIThIA U3
KOCTHOTO MO3ra, JUM(paTUUYEeCKUX Y3J10B, IMOPHOHANIbHBIX TKAaHEH, XOpHOHAa,
KJIETOK aMHUOTHUYECKOM KUAKOCTU WM APYTUX TKaHEW, U3y4yaloT cpaszy ke Mocie
nonyuyeHus. OJHaKO MPSAMONl MeTol HWH(DOPMATHUBEH TOJILKO TOrJa, KOrja B
Martepuane UMEeeTcsl JOCTaATOYHOE KOJMYECTBO MeTada3 MUTO3a, TaK KaK TOJbKO B
3TO (Paze XpOMOCOMBI MPUOOPETAIOT MPUCYIUE UM OCOOCHHOCTH CTPOCHHUS U
BO3MOXXHa UX ToyHas wuAeHTU(uKanus. B Hacrosmiee BpeMs HIMPOKO
MPUMEHSIIOTCS HEPSIMbIE METO/bI HUCCIICIOBAHMUS.

Meron npurotoBieHus MeTadasHbIX IUIACTHUH. B3sTyl0  KyJabTypy
(mumdonuTel nepudepruyecKkoil KpoBU U JIp.) MOMEIIAIOT B MUTATEIbHYIO CpEay
JUIsL KyJIbTUBUpOBaHMs. B HopMme B mepudepudyeckoil KpoBU HE HaOIIOIaeTCs
MUTO3a JUM(POLUUTOB, MOITOMY MCHOJB3YIOT Mpenaparsl ((PUTOremMarraoTUHUH),
CTUMYJIHUPYIOIINE HUMMYHOJOTUYECKYI0 TpaHc(opMaliuio TUMQOIUTOB U HUX
neneHue. BTopbIM 3TarnoM sIBISETCS OCTAHOBKA MUTOTHYECKOTO JIENICHUS KIETKH
Ha ctaauu metadasbl. JfocTuraercs 3To myTeM A00aBJICHUS B KYJIbTYpy TKaHEH 3a
2-3 4aca 10 OKOHYAHUS KyJbTUBUPOBAHUS MPENAPATOB KOJIXUIIMH WM KOJIIUMEL.
Ha TpeTtheM sTame, MCHoJb3ysl TUIOTOHUYECKUNW PACTBOP XJIOpHAA KajbLUs WIH
UUTpaAT HATPUs, TOOMBAIOTCA TMIIOTOHU3AIMUA KIETOK, B PE3YyJIbTaTe Yero KIieTKa
Halyxaer, siiepHas 000JI0YKa pa3pbIBACTCS, MEXXPOMOCOMHBIE CBSI3U PBYTCS, U
XpOMOCOMBI CBOOOJIHO IJIaBalOT B LUTOIIa3Mme. Jlanee moiydeHHass KyJabTypa
(buKcUpyeTcsi CMEChl0 METAaHOJa U YKCYCHOM KHUCIOTBI, LEHTPpUPYTUPYETCS U
MensieTcst pukcarop. CycneHsust ¢ GUKCATOPOM HAHOCUTCSA HA YHCTOE MPEIMETHOE
CTEKJIO, Tae wmeTtada3Has IUIACTUHKA paclpaBlisieTcss W B ee Mpeaenax
pacrionararorcs OTHENIbHO JIeKamue XpoMocoMbl. [lo mepe BbIChIXaHUS
¢dukcaTtopa, KJI€TKa TMPOYHO MPUKpEIUIsieTcss K cTekiy. Takum oOpasowm,
HE3aBUCHUMO OT KYJbTYpbl KJIETOK, M3 KOTOPBIX OBUIM MOJy4YeHbl MeTada3HbIe
IJTACTUHKU OONIMN MPUHIUIT MOJIYYEHHUs MpernapaToB CIEAYIONINI: HAKOIUICHHE
MeTtadas, rTunoToHu3anus, (UuKcaus, pacKarnblBaHUE HA TPEAMETHOE CTEKJIO.

Okpacka npemnapara. Okpacka IpenaparoB SABISETCS CICAYIOIIEH CTaauen
nocjiae  ModydeHuss MeradasHbIX IJIACTMH W JIEIUTCA  HA  MPOCTHIE,
muddepenmpoBanHbie U GiaroopeciieHTHbIe. Kaxnas W3 BHAOB OKpallIMBaHHS
MIPUMEHSIETCS 1151 BBISIBIICHUSI TOJIBKO OIpPEJIECICHHBIX U3MEHEHU KapuoTuna. [Ipu
MpOCTOM OKpacke (MEeToA OKpackd 1o ['HMm3e), BO3ZMOXKHO JHIIL TPyHIoOBas
UIECHTU(PUKALIMS XPOMOCOM, [OATOMY JAHHBIA METOJ HCHOJb3YyeTCa JIs
OPUEHTHUPOBOYHOTO OMPENENICHUs] YUCIOBBIX aHoMaiui kapuotuna. lIpocras
OKpacKa IMIUPOKO MPUMEHSIETCA Uil U3YyYEeHHUS] XPOMOCOMHOI'O MyTareHesa Ipu
npoBepke (aKTOPOB OKpY’KaloIliel cpelbl Ha MyTaHTHOCTh. Kpacutenb ['mm3bl
OKpalIuBaeT BCE XPOMOCOMbI PABHOMEPHO IO BCEU JIMHE, KOHTYPUPYS MPU 3TOM
LHEHTPOMEPY, CIYTHUKM U BTOpUYHbIE mnepeTsikku. JuddepennuansHoe
OKpalIMBaHhe O0YCIIOBIEHO CIIOCOOHOCTBIO K U30MPATEIbHOMY OKPAIIMBAHUIO 110
JUIMHE U 00€CHeYMBAETCS CPABHUTEIBLHO MNPOCTHIMU TEMIIEPATYPHO-COJIEBBIMU
BO3JICUCTBUAMU Ha (UKCUPOBAHHBIE XpOMOCOMBI. IIpu 53TOM BbISIBIsSETCA
CTPYKTypHasi nu(¢depeHIpoBKa XpOMOCOM IO JIMHE, BBIPAXKAIOIICECS B BUJEC
Yepe0BaHusl 3y- U Te€TEPOXPOMATHUECKUX PAHOHOB (TEMHBIE U CBETIBIE), KOTOPHIE
cneuuPUUHbl I KaXJIOW XPOMOCOMBI, COOTBETCTBYIOIIETO IJIeya M pailoHAa.
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Haubonee wacto wucnonb3dyercs G-okpacka. Ilpy 3ToOM  XpOMOCOMBI
MpeaBapuUTEIbHO 00padaThIBalOTCS MPOTEa30M WM COJIEBBIM pacTBOpoM. Jliis
M3y4YE€HUs MYTAILMOHHOIO IMpOLEcca y YEJIOBEKa MIMPOKO HCIOJIBb3YETCS METOJ
muddepeHanbHOl  OKPAaCKM  CECTPUHCKUX  XpOMaTHJ, OCHOBAHHBIM Ha
CIIOCOOHOCTH BKJIIOYATCA B MOCIEAOBATENBHOCTh PEIUIMKALIMM  XPOMOCOMBI
aHajgora TUMUIUHA-5-OpOMIE30KCUYPUANHA. YUAaCTKH XPOMOCOMBI, BKIIOUMBIIIHE
3TOT aHAJOr, OKPAIIMBAIOTCS IUIOXO, MO3TOMY HCHOJIB3Yd 3TOT METOJ MOXKHO
UIECHTUPUIIUPOBATH JIO0YI0 XPOMOCOMY MJIM XPOMOCOMHYIO IIEPECTPOIKY.

MonekynsipHO-LIUTOTEHeTHUYEeKUe  MeToAbl.  Meton  (aroopecueHTHOM
ruopunmzanun in - situ (FISH) ocHoBan Ha rubpuauzanuu  MEXIy
nenatypupoBanHot JIHK knerok Ha nOpeIMETHOM CTEKJI€ ¢ MEUYEHHOMU
PaIMOAKTUBHBIMU HM30TONAMU WJIHM HUMMYHO(IIOOPECIIEHTHBIMUA COECIMHEHUSIMU
onnouenoyeynon PHK wmm JJHK. ['paHunsl npumMeHeHHS 3TOro METOAA OYEHb
IIUPOKHUE: OT JIOKAIU3AIMKU IeHa 10 paciiu(POBKU CIOKHBIX MEPECTPOEK MEKIY
HECKOJBKUMH  XpoMocoMamu. CrneayeT NOAYEPKHYTb, YTO COEAUHEHUE
MOJIEKYJISIPHO-TEHETUYECKUX M  LUTOJOTMYECKMX METOAOB JEJaeT IOYTHU
HEOTPAHUYECHHBIMU BO3MOKHOCTU JIMAarHOCTUKU XPOMOCOMHBIX AaHOMAaJIMM, Kak
OUYEHb CIIOKHBIX, TAK U OYEHb MEJIKHUX 10 pa3Mepam.

HccnenoBanne mnoJIoOBOro xpomarthHa. MeTon OnpeaenaeHus IOJI0BOTO
XpoMaTHhHa OBICTPEE U MPOIIE, YEM UCCIE0BaHe HAOOpa XPOMOCOM (KapuOTHIA),
MMO3TOMY OH MPUMEHSAETCS B KQUECTBE OJJHOTO M3 CKPUHUHI-TECTOB MPHU MACCOBBIX
oOcneoBaHMsIX HaceleHusi. B HOpMe B KJETKaxX >KEHCKOTO OpraHu3Ma Ipu
OMpENIENICHHbIX CcIoco0axX OKpacku BOJIW3M SAEpHOM MeMmMOpaHbl oOpasyercs
MHTEHCUBHO OKpallMBaeMoe TeJblle — IOJIOBOM XpOMaTHH, WM Telnblie bappa,
KOTOpoe o0pasyeTrcsi OAHOM, HeaKTUBHOU X-xpomocomoil. pyras X-xpomocoma B
KJIETKaxX >KEHCKOrO0 OpraHu3Ma SIBJISE€TCS aKTUBHOW. Y MYXYMH UMEETCS JIMIIb
onHa X-XpOMOCOMa, U OHAa BCErJa aKTHBHA, IIOATOMY B s/Ipax KJIETOK MY>KCKOIO
Opranusma IOJOBOM XpPOMATHUH HE ompenensercd. s ucciegoBaHus MOJIOBOTO
xpoMatrHa X OOBIMHO OepyT cOockoO co ciau3ucTtod mnosoctu pra. Haubonee
pacnpoCTpaHEH 3KcIpecc-MeTo]l okpacku mo CaHaepcy ¢ ucnoiab3oBaHuem 2%
pacTBOpa YKCYCHOKHMCJIOTO aueTOOpPCEeHHAa C IOCIEAYIOIEd HWMMEPCUOHHOU
Mukpockonueid. Kpome Toro, B 3penbix HeUTpouiax KpOBU BBISBISIETCS €IIE U
TaK Ha3bpiBaeMasi OapabaHHas Majgoyka, MPUYEM TeJsel] XpoMaThuHa U OapaOaHHBIX
MajouYeK Ha €AUHUIlY MEHbIIEe yuciaa X-XxpoMocoM. B HeillTpoduiax y mMyxuuH
BBISIBISIIOTCSL  TAaKKE€ OKOJIOSiIEpHbIE O0Opa3oBaHUsT B BHJIE «HUTOYEK» U
«BOJOCKOB». VICue3HOBEHHE y JKEHIIMH HEAKTUBHOM X-XpOMOCOMBI BEIET K
OTCYTCTBHIO MOJIOBOTO XpoMaTuHa. [losiBIeHNE y MYy YUHBI JTOMOJHUTENBHONU X-
XpOMOCOMBI IPUBOAUT K (POPMHUPOBAHUIO TEIbIIA MOJIOBOTO XPOMATHHA.

HepmaTornuduka — H3ydeHUE OTIEYATKOB KOXHOTO PHUCYHKa JaJOHEH H
cton. CBoeoOpa3Hble U3MEHEHUSI OTIEYATKOB MaJbLIEB U y30pa JIaJOHU OTMEUYEHBI
MpU psiie HACJIEACTBEHHO-IETC€HEPATUBHBIX 3a00JIEBAHUM HEPBHOW CHUCTEMBI.
[lanunnsipHble PUCYHKH HMEIOT WHAWBUIYAIbHBIA XapakTep M HAXOAATCA MO
T€HETHYECKUM KOHTPOJIEM. JIJIsl KIIMHUYECKUX LEJIEH HCTIOIB3YIOT:

1. XapakTtep y30pa KOHIIEBBIX (pasiaHr.
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B HOpMe wacToTa meTneBbIx y30poB 62%, KpyroBbix - 32%, ayroBbix - 6%.
[Ipu Oone3nn JlayHa yBEIMYMBAETCA YMCIO METIEBBIX Y30pOB, OCOOEHHO
ynpHapHble neTin — 80%. Ilpu TpucoMuM NPEUMYIIECTBEHHO MPOSBISIOTCS
IYTOBBIE Y30Pbl, YTO PEAKO BCTPEUYAETCS B HOPME.

2. Yucno 6opo3.

B HOpMe, npu nojacuere 60po3a y MyKUYHMH UX BbIsBIseTcs 145, y )KEHIIMH —
127. Ilpu 6one3un Knaltndensrepa ux unciio ymenbinaercs ao 118.

3. Benuuuna yrna adt.

VYron adt B HopMme MeHee 57°, npu 6ose3nn JlayHa oH yBenu4IuBaeTcs 10 81°,
npu Tpucomun — 108°, 6one3nu Knaitndensrepa — 42°.
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cTp. 363.

4. Tubouér renerukacu. Hummanb6aes K.H., Xampaea®.A., D1oHKy10B
0.2., A6y Anu UOH
Cuno, 2000.

5. Kiimanueckue neknuu mo HeBponaronoruu. H.K.boronenos,1971, ctp 351-
385.

6. Jleknuu no kimHU4eckou renetuke. JI.O.bagansn, 1974, ctp. 207.

7. HacnenctBennnie 6ome3nu. Crp. [lox pen. JI.O.bagansna, 1980, ctp. 413.

8. HeBponarosiorus. JI.O.banansu, 1982, ctp. 207-255.

9. HepBHo Mbimeunsie 6ose3nn. b.M. I'ext, H.A. Uneuna, 1982, ctp. 352.

10. Menunnnckas renervka s Bpauen. Jluneun E. T. u ap. M., Meauiuna,
1983

11. Knuanueckas reaetuka. boukos H.II. M., Meaununa, 1997

12. Menuuunckas reaeruka. boukos H.II., A.®.3axapos, B.1.lBanos, 1984,
cTp. 363.

16. OcHOBEI 001IeH 1 MEIUIIMHCKON TeHETUKHU. 3as1, 1998.

17. HacneacTBeHHBIE CHHAPOMBI U MEIUKO-TEHETUYECKOE
koHcynbTupoBanue. Koznosa C.U. u np. JI., Menununa, 1987.
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