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XPOMOCOMHBIE 3ABOJIEBAHUA

HacneactBeHHOCTh — cmoco0 mepegaud W3 TMOKOJEHUS B IOKOJEHUE
OMOJIOTUYECKUX OCOOEHHOCTEW KaXKIIOro BHJA METOJOM KOJHUPOBAHUs, 4epes3
CIIEIMAIbHBIE MHUKPOCTPYKTYPBl — XPOMOCOMBI M T€HbI, HaXOASLIMECA B SIpe
IIOJIOBOM KJICTKH.

XpoMocoMa — CJIOKHbBIM, HUTECBUIHBIM CAaMOBOCIPOU3BOIALIMKCS 3JIEMEHT
anpa kietku. Kaxnas kieTka yeaoBeka coaepxut 46 xpomocom uiu 23 napsl (22
napbl ayTOCOM, OJIMHAKOBBIX y MYKYMH W KEHIIUH, U 1 1apa noJIOBBIX XPOMOCOM:
y My)uuH X 1 Y, y )keHIIMH X U X). B 3aBUCHUMOCTH OT pa3zMmepa, MOJOKECHHS
LHEHTPOMEpPbl M JJIMHBI IUIEY Yy YEJIOBEKa pPa3jgu4yaroT TPHU THUIIA XPOMOCOM:
METAIlCHTPUYECKUI  (MEIMaHHbIN), CyOMeTalleHTpU4YeCKuil (CcyOMennaHHBIi),
aKpouLeHTpuueckuit (cyoTepmMuHanbubiid). [lo pasmMepy u nonoxeHuo eHTPOMEpPHI
BCE XpOMOCOMBI pazzenensl Ha 7 rpynn — A, B, C, D, E, F, G. B nepBsie rpymnmbl
BXOJST 00Jiee KpyIHBIE, B MOCIEAYIOMINE — O0JIEE MEIKUE XPOMOCOMBI.

Baxnelmuii XMMHUYECKUM KOMIIOHEHT XPOMOCOM — CJIOXKHBIE O€JKu
HYKJIeOonpoTenabl. B MX cocTaB BXOIAT MNPOCThie O€NKU (MPEUMYIIECTBEHHO
IPOTaMHUHBl M TUCTOHBI) U HEOEIKOBOE COEIMHEHHE — HYKJIEMHOBBIE KHUCJIOTHI,
MpECTaBIIAIONIME COO0N MOJMMEpPHBIE MakpoMoJieKyJsipHble coenuHenus (JIHK u
PHK). JHK conepXuTcsi UCKIIOYUTENBHO B SIAPE KIETKM M COCTOMT M3 JBYX
CIIMPAJIbHO 3aKPYYEHHBIX, MNApAJUIEIBHO PACIIOJIOKEHHBIX IOJUHYKICOTHIHBIX
Henoyek (HamoxoOue BHUHTOBOM JecTHULBI). HykiaeoTuasl cocToAT U3 Tpex
KOMIIOHEHTOB — ocrtatka ¢ocdopHoit kucioThl (ocdara), MoHOcaxapuma
(me3okcupubo3a) u azorucroro ocHoBaHusi (tTumuH (T) wm 1wrosun (II) —
NUPUMUIMHOBBIE OCHOBaHUS; ajieHuH (A) u ryanuH (I') — mypuHOBBIE OCHOBAHUSA).
®docdarHbie 1 MOHOCAXapUAHBIE TPYIINBI PACIIONIAralOTCsl CHAPYKU, 00pa3yst OCTOB
JIECTHHUIIBI, a a30TUCThIE OCHOBAHUS OOpaIleHbl BHYTPb, 00pa3ys «IepeKiIaJuHbD)
nectHAlBl.  OCHOBaHHWs, COENMHEHHBIE BOJOPOJHBIMH  CBA3SMH  BCErJa
KOMIUIMMEHTAPHBI APYT IPYTY, T.€. aJI€HUH BCET/Ia COCANHEH C TAMUHOM, a TyaHUH
C IIUTO3UHOM.

B xpoMocome B JMHEWHOM MOPSAIKE PACIOJIOKEHBI AKTHBHBIE YYACTKH —
JOKychl miu ressvl. ['en — ywacrok nenn JIHK, comepkammii MHCTPYKUIHIO IS
NOCTPOEHUsI ONPEJECICHHOr0 BHJAa Oellka M KOHTPOJHMPYIOIIEE pa3BUTHE
ONPENIEIICHHOTO HACIEACTBEHHOTO NpHU3HaKa. [lepBudHOE 1eiCTBHE TEHOB COCTOUT
B MPOTpaMMHUPOBAHUU OMOCHHTE3a (PEPMEHTOB IO MPUHLUIY «OAUH T€H — OJUH
depmenT». Pa3zBuTue HacieACTBEHHBIX NMPU3HAKOB MMPOUCXOIUT MO CXEMe: IeH —
(bepMeHT — OMOXMMUYECKas peakuus — MpPU3HaK.

['ensr crabunbHbl. IlepenmaroTcss 06e3 M3MEHEHHS OT POJUTEICH IETSIM B
TEYEHHE ThICAY MoKoJeHuH. OpHako uX cTaOWiIbHOCTH, He abcomoTHa. [lpum
MyTallUd MCXOAHBIA TE€H IMPEBpAIlACTCs] B MYTaHTHBIM, MPOrpaMMUPYIOIIHMA
pa3BUTHE U3MEHEHHOI'O NMpHU3HaKa. MyTaHTHBIM I'€H CTOJb € CTaOWJieH, U pa3
BO3HUKHYB, Nlepeaétcst 0€3 N3MEHEHNUH OCIEAYOUUM OKOJICHHSIM.

Bcero B xpomocomax yenoBeka Haxoautcst 0kosio 100000 reHos.

K XpoMOoCOMHBIM 00J€3HSIM OTHOCSATCS BPOXKICHHBIE MOPOKH Pa3BUTHUS
opraHu3Ma, OOYCJIOBJICHHbIE OTKJIOHEHHEM OT HOPMAJbHOIO COAEpPKaHUA
XpOMOCOMHOro mMatepuana. Kak mpaBuio, XxpOMOCOMHbBIE O0JIE3HU MPEACTABIISIIOT
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co0OH CHopaguvecKue cilydald B CEMbE, BO3HUKAIOUIUE B PE3YJbTATE MyTallMil B
MOJIOBBIX KJIETKax oJHoro wu3 poautenen. W tompko 3-5%  sBasitoTcs
HACJIEICTBEHHbIMH (OpMaMu, NEpelarolUMUCT U3 TIOKOJIEHUS B IOKOJIEHHE.
[TaTonornyeckue U3MEHEHUsI BCIEACTBUM XPOMOCOMHBIX aHOMAJUH B OpraHU3Me
YeJIOBEeKa CKJIAIBIBAIOTCA YK€ B IPEHATAIbHOM Iepuoje ero pasButus. OHu
00ycnaBIMBalOT JUO0O0 rubeahr dMOpHOHA WM TUI0JA, JIMOO CO37al0T OCHOBHYIO
KJIMHUYECKYIO KapTUHY Y HOBOPOXIEHHOr0. B cpennem okoso 50% CrnoHTaHHBIX
aboptoB u 7% BceX MEpPTBOPOXKIEHUN OOYCIOBJICHBI XPOMOCOMHBIMHU
HapyumeHusimu. Ha 1000 HOBOpOXAEHHBIX 7 HMMEIOT Pa3iIMYHbIE XPOMOCOMHBIE
00J1e3HH.

B ocHoBe knaccubuKkanmum XpOMOCOMHBIX 3a00JICBAaHWM JIEKAT THUIIBI
MyTauuii. MyTanm — HEHalpaBJICHHbIE U3MEHEHUSI HACJIEICTBEHHOIO0 MaTepuaia
KJIETKH, [TEPEAAIOLINECS TIOTOMCTBY.

CyliecTBYIOT CHOHTaHHbIE W HWHIAYLUpPOBAaHHbIE MyTanuu. CHIOHTaHHBIE
MyTallMi BO3HUKAIOT B €CTECTBEHHOW 0OcTaHOBKEe. MHIylIMpOBaHHbBIE MYTalUU
BOZHHMKAIOT B PE3yJIbTaTe€ BO3ACHCTBUS Pa3IMYHBIX (DPAKTOPOB BHEIIHEH CpEIIb
(MyTareHoB), KOTOpbIE MOTYT OBbITh (PU3NYECKHUMH U XUMUYECKHUMHU. PU3NUYECKHE
MyTareHsl - TEIJIO, XOJO0/, BCE BUIbl aTOMHOM pajuanuu, peHTIEHOBCKHUE JYyYH,
yJIbTPa(HOJIETOBBIC JIyUH, FTEKTPOMATHUTHOE U3ITYyYEHUE BBICOKOW YAaCTOTHI U JIp.
XYWMHYECKME MYTAareHbl - TaKH€ COEIMHEHUS KaK KOJXMUHUH, (popMaibAeru,
XJOpaNruApar, IMamnaBepuH, aTPONUH, NECTULMAbI,  BBIXJIONHBIE  Ta3bl
TPaHCHOPTHBIX CPEACTB, cUrapeTsl U Ap. OJTHAKO KJIETKa UMEET U CUCTEMY 3allUThI
OT MYTAareHOB, KOTOPBIMM SIBJIAFOTCS IPOLECCHI pPENApallid — HCIPAaBICHUE
MYTALlMOHHBIX MOBPEXICHUN T'€HETHYECKOr0 Marepuaja MpH MMOMOIIM JEHCTBHS
psina hbepMeHTOB (IKCIU3UOHHAS U MTOCTPEIUTMKATUBHAS PeNapaliiin).

Paznuyarot reHHble, XxpOMOCOMHBIE U TEHOMHBIE MYTallUH.

I'eHHble MyTamuM - CBSI3aHBl C HM3MEHEHHEM BHYTPEHHEH CTPYKTYpbI
OTZENBHBIX T'€HOB, KOTOPOE BEAET K HAPYLIEHUIO CHHTE3a ONPEIEICHHOTO
CTPYKTypHOTO OefKka min (hepMeHTa.

XpoMOCOMHBIE MYTAUMU - CTPYKTYpHBIE TIEPECTPOMKH OJHOM WM
HECKOJIBKHX XPOMOCOM.

OcCHOBHBIE BUIbI XPOMOCOMHBIX MyTaIlUi CIETYIOLINE:

- Jeneyusl — NOTEPS KOHLIEBOI'O WM CPETMHHOIO Y4aCTKa XPOMOCOMBI;

- MpaHcioKayus — NepeMeIleHre OTACIbHBIX YYaCTKOB XpOMOCOM B JIPYTYIO
XPOMOCOMY;

- UHGepcusi — PE3yNbTaT JBYX pa3pblIBOB B OJHOH XpOMOCOME U
BOCCOE/IMHEHHE MX B HOBOM IIOJIOKEHUHU BCJIEJACTBUU MOBOPOTA YYaCTKa MEXKITY
paspeiBamu Ha 180. MHBepcuu He HapymaoT OajaHca reHOB, OHU JIUIITb U3MEHSIIOT
MOPSJIOK PACIOJIOKEHUS X B XPOMOCOME.

- Oynaukayusi — yIBOCHHE OTAEIBHOIO Y4acTKa XPOMOCOMBI;

- U30XPOMOCOMA — XPOMOCOMHBIE CTPYKTYpbI, B KOTOPBIX B JBYX ILJI€4ax
MOBTOPSAETCS OJJUH TOT K€ XPOMOCOMHBIN Matepuai. M3oxpomocoMbl 00pasyrorcs
B pe3yJIbTaTe OOBEAMHEHUS ABYX XPOMOCOM;
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- KoJIblYegvle XpOMOCOMbl — O0pa30BaHME WX CBSA3aHO C BO3HUKHOBEHHEM

pa3pblBOB B OJHOW XpOMOCOME, B pe3yJbTaTe 4Yero oOpa3ylTcs [Ba

KOHIIEBBIX M OJIMH CPEIMHHBIN ()parMeHT, KOTOPbIE CIUBAIOTCSA B OAUH KPYT.

I'eHoMHBIE  MyTamMm —  HM3MEHEHHUS  4UCIa  XPOMOCOM,  HeE
COMNPOBOXKAAIONIMECS HM3MEHEHHEM HUX CTPYKTYypbl (T€HOMOM 0003HadaeTcs
COBOKYIHOCTbh T'€HOB, 3aKJIIOYEHHAsi B MOJHOM €JIMHHUYHOM HaOOpe XpOMOCOMBI).
Oco06u, Hecymue 6oJiee TBYX T€HOMOB, HA3bIBAIOT MOJIUILIOUTHBIMH:

- mpunaouous — COAEPKUT Tpu reHoma (3n - 69 xpomocom);

- mempanioousi — COAEPKUT YeThIpe reHoma (4N - 92 XxpoMOCOMBI) U T..

[Ipu HemocTaToOYHOM WM U30BITOYHOM YHCIE OTAEIBHBIX XPOMOCOM,
MyTalldd HA3bIBAIOTCA AHEYIUIOUAHBIMU WJIM TE€TEPOILNIOUAHBIMU. Paznuyaror
CJIEIYIOILLME TUIIbI AHEYIIJIOIHMA:

- HyIUCOMUSL —TIOTEPS TTAPbl TOMOJIOTHYHBIX XPOMOCOM (46-2);

- MOHOCOMUSL — TIOTEPS OHON XPOMOCOMBI M3 Kakoi-HUOY b apsel (46-1);

- mpucomusl — OSIBIICHUE OJTHOM JTUIITHEN XpOMOCOMEI (46+1);

- mempacomusi — HaJIM4Ke IBYX JIMITHUX TOMOJIOTHYHBIX XPOMOCOM (46+2).

B nactosiiiee Bpemsi uzBecTHO Oosee 750 M3MEHEHUs KapUOTHUIIA - YKCHA,
pa3MepoB U CTPYKTYphbl XpoMocoM (okosio 50 konudecTBeHHBIX W Oosiee 700

CTPYKTYPHBIX).

B  kiIMHHMYECKOM  NpakTHKE  NPUXOIUTCS  CTAJIKUBATbCS  JIMIIb €
HE3HAYNUTEIbHBIM YUCIIOM
XPOMOCOMHBIX ~ OOJ€3HEH,  SIBISIIOMIUXCS [0 CYIIECTBY BPOXKIACHHBIMU

CUMIOTOMOKOMIUIEKCAMH, OOBIYHO HE HMMEIOIIMMU MPOrPaJUEHTHOTO TEUCHUS.
Yare BcTpeyaroTcsi 60IbHbIE C KOJTUYECTBEHHBIM HAPYILIEHUEM KapUOTHIIA.

bonesnr JlayHa (BpoxaeHHOE craboymMue) —XpOMOCOMHOE 3a0oJieBaHUE,
MNPOSIBIIIONIEECS TSKEIbIMU TICUXUYECKUMU U 3HAOKPUHHO-COMATUYECKUMU
HapymeHussMu. OOYyCIIOBICHO HaIU4MeM JUIIHEH 21 XpoMOCOMBbI (TPUCOMUHU MO
TON XpomocoMe, Bcero B Habope 47 xpomocoMm). [Ipu HUTOreHETHYECKUX
UCCJIEIOBAHUSIX OOHApPY)KEHBbl TPU BapUaHTA AHOMAIMM KapHOTUIA y OOJbHBIX:
peryisipHasi TpPUCOMHMs, HeCOAJlaHCUpPOBaHHAs TPAHCIOKAIMS W MO3AUIIU3M.
PerynsipHast Tpucomus BcTpedaetcsi Haubosiee dyacto (94% OONBHBIX), MPU STOM
muiHAs 21-9 XpomMocoMa OOHapy’>KMBaeTCsl BO BCEX KJIETKaxX KyJIbTyphl, oOlee
YHUCJIO XPOMOCOM B Kaxa0W M3 HUX 47. TpaHciokauus BCTpeyaeTcsi y OOJIbHBIX B
3-5% cmydaeB: o01iee 4rciio XpoMocoM B Habope 46, Ho numHss 21-51 XxpoMocoma
TpaHCJIOIMPOBaHA Ha Kakyro-muOo W3 ayrocoMm. Hambonee dvacThie BapuaHTHI
tpanciaokanuu: 21/13-15, 21/22, 21/4-5. KinHndecku TpaHCIOKAIMOHHBIC (OPMBI
HE OTJIMYAIOTCS OT PETYISIPHON TPUCOMUU, HO MPU HUX OTPOMHOE 3HAYEHUE UMEET
BBISIBJICHUE CKPBITOM TPAHCIOKAIMU y POAMUTENEH, YTO BaXKHO MJI MPOTHO3a B
OTHOILUEHUM MOTOMCTBA. Mo3aunusM cocTaBiisieT okKoiao 1% Bcex cirydaes
Ooone3nu. Ilpu Mo3auiM3Me B 4YacTH KIETOK OOHApyXUBAaeTCA HOPMAaJIbHBIN
KapUOTHIl, a B 4YacTh — 47 XpOMOCOM C TpuUCOMHEN 21-1 XPOMOCOMBI.
BbIpa)keHHOCTh KIMHUYECKUX MPOSBICHUNA 00JIE3HU MTPU ATOM BO MHOTOM 3aBUCHUT
OT COOTHOUIEHUSI HOPMAJIbHBIX U aHOMAJIbHBIX KJIETOK. Ba’)kHO UMETh B BHY, UTO
(EeHOTUNMYECKH 370pPOBbIE POAUTENH OOJIBHOTO MOTYT OBITh HOCHUTEISMHU
MO3aUYHOTO KapUOTHIIA.
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Jlnarao3 cTaBUTCA OOBIYHO TIPH POXKICHUU PEOCHKA MO TaKUM CHMIITOMaM,
KaK YMEHbIIIEHUE pa3MEPOB uepena, MIOCKHUM 3aThIIOK, KOCOE PACIIOI0KEHUE TI1a3,
AMUKAHT, IIMPOKas 3alaBllasi MEPEeHOCUIIA, MOJTYOTKPBITBIA POT, TOJCTBIA SI3bIK C
riyOOKMMU OOpO3/1aMH, MPOTHATHU3M, HU3KOE PACIOJIOKEHUE YIIeH, KOPOTKHE
najablbl, UCKPUBJICHHBIM, YKOPOUYECHHBIH MHM3WHEI Ha pPyKaX, «CaHIaJIeBUIHAS»
1IieJib Ha CTOMNAax, MOIMepevHasl KOKHasi CKJIaJKa 4epe3 BCIO JIAJOHb («00€3bsSHbs
nana»). Ha Mu3uHIlE BMECTO ABYX IMONEPEUYHBIX JIMHUM BBISBISETCS OfHA. B
JTaTbHEHIIeM 10 Mepe pocTa pedeHKa Bce 0oiee OTYETIUBO MPOSBIISIOTCS HEHPO-
SHAOKPUHHBIC (OXKHUpEHHUE, HapylieHHEe TPO(MUKU KOKHBIX MOKPOBOB, 3aJCpiKKa
pocta, Mukpouedanus, o0O0IIas  MbIIIEYHAsT  TUMNOTOHUS,  THIOTUPEO3,
TUIIOTE€HUTAIU3M U Jp.), COMAaTUYECKUE (BPOXKIECHHbIE MOPOKU Pa3BUTHS CEp/la,
KEITYJJOYHO-KUIIIEYHOTO TPaKTa, MOYEK, JIETKUX, AUCTPOGUS CETUATKH, BOIUBS
MacTh, KEPATUT) U HEPBHO-TICUXUUECKHE HapylieHus. Jjis OOJbHBIX XapaKTepPHBI
NPUMUTHUBHBIE SMOIMU M  BJICUEHUS, OC3bIHUIIUATUBHOCTh, IOBBIIICHHAS
BHYIIIAEMOCTh, O€THOCTh BOOOpa)KEHMS, CKJIOHHOCTh K TMOJpa)kaTebHOU U
aBTOMATHYECKOM  JEATETbHOCTH. Y  OJHUX MpeoONajaroT  MOBBIILIEHHOE
HAaCTPOEHHE, Ype3MepHasi MOABUKHOCTb, CYETIMBOCTh (IPETUUYECKHUA THII), Yy
JIPYyTUX — JBUTAaTeNIbHAs 3aTOPMOKEHHOCTh M 0O€3pa3inuuhe K OKpYKarollemy
(TopniuHbBIM THIT). 3aiep’KKa YMCTBEHHOTO Pa3BUTHUSI BapbUPYET OT UAUOTHH WU
MMOCIIMIILHOCTH 10 JCOMILHOCTH, HO BCE K€ OOJIBIIMHCTBO OOJILHBIX 00JaaroT
CITIOCOOHOCTBIO YCBOUTh HEOOXOJMMBIC KUTECWCKHE HABBIKM W  CIIOCOOHBI
BBITIOJIHATh MPOCTOW (PU3MYECKHM TpyH, JOMAIIHIOK padoty u T.a1. OOydeHwue
MPAKTUYECKUM HaBBIKAM YAAeTCsl Jydlle, YeM Pa3IMYHbIM 3HAHUSM — MHUCHMY,
YTEHUIO, CUETY.

B HeBponormyeckom craryce MOTYT OBITh CHUMITOMBI  JIMKBOPHOM
rUNepTeH3uu (roJIoBHbIE OO0JIM W JIp.), HUCTarM, mapesbl, aHuzopedexcus,
IATKOCTh MOXOJIKH, HEYCTOMYMBOCTh B T103¢ PomOepra u T.1. [losioBbie opransl He
pPa3BUTHI, BTOPUYHBIC IIOJIOBBIC TMPHU3HAKU BBIPAKEHBI Cl1a00. MeHcTpyanuu y
JIEBOUYEK TOSIBIIIOTCS TIO3/IHO, OBIBAIOT HEPETYISIPHO, PAHO HACTYMaeT MEHOMay3a.
[TonoBasi akTUBHOCTh CHUKEHA.

3meHeHbl Takke W OMOXMMHUYECKHE XapAaKTEPUCTHUKH:  TOBBIIICHA
aKTUBHOCTH  IIENOYHOM  (ocdarazpl U TII0K030-6-(hocdaTaernaporeHassl,
HapyIIeH MeTaboJau3M TpurnrTodaHa, pe3ko CHIKEHO COAEpkKaHME MUPHIOKCHHA,
aKTHBHO Y4aCTBYIOIIETO B OOMEHE IIMKOTEHa.

[Ipo10mKUTENBHOCT XKU3HU 00JBHBIX orpanuydeHa (1o 30 ser). [IpuunHoii
CMEPTH SIBIISIIOTCSI OOBIYHO TMOPOKM Pa3BUTHS BHYTpeHHUX opraHoB. [loTomctBa
OOJBHBIE, KaK MPaBUJIO, HE UMEIOT.

Jleuenne  Oone3nu  JlayHa  KOMIUIEKCHOE: TOpMOHalbHas  Tepamus
(IpeTHU30I0H B BO3PACTHBIX M03UpoBKax, TupouauH oT 0,006 no 0,05 1-2 pa3a B
neHb, pedu3oH 1o 0,5-2 M1 TOAKOXHO 2-3 WHBEKIIMU B HEAEII0, COMATOTPOTTNH
no 1-4 EJI BHyTpuMmblimiedyHO [-2 pa3za B HEAEN0), CTUMYJSITOPHl OOMEHHBIX
npoieccoB (HepoOoJ), TIITAMUHOBAsE KHUCJIOTA, IE€PEOPOIU3NH, aMHUHAJIOH,
HOOTPOIWJI, HypeAaJl, BATAMUHBI TPyNibl B, ciMnToMaTnyeckas Tepamnus, 3aHsITUs
C memarorom, JioroneaoM. JledyeHne HAUMHAKOT C NEPBBIX JHEW IKU3HU.
BpoxneHHble TOPOKU BHYTPEHHHUX OPTAHOB YCTPAHSIIOTCS XUPYPTUUECKUM ITYTEM.
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Cunppom Ilaray (cunapom Ttpucomuu D, tpucomms —13) - xpoHudeckoe
XpPOMOCOMHOE 3a00JIeBaHHE, COMPOBOXKIAAIOUIEECS MUPOKUM CHEKTPOM TSAKEIBIX
HEPBHO-TICUXUYECKUX U DSHJIOKPHUHHO-COMATHMYECKUX HapymeHuid. CuHapom
oOycnoBinieH Tpucomueil o 13-i1 mape xpomocoM. Lluronorudecku npeacTaBieH
JBYMsI BapMaHTaMH: IMPOCTOM TPUCOMHEH W  TpaHCIOKallMOHHOW Qopmoii. B
KapuoTUIie 00JbHOTO HaOM0aeTcs 47 XpoMoCcoM ¢ JUIIHeN xpoMocomoi 13. [lpu
TPAHCJIIOKAIIMOHHOM BapUaHTE B KapHOTUIIE OOJBHOTrO MMeeTcs: 46 XPOMOCOM.
YMEHBIIIEHHE Yncia XPOMOCOM IIPOUCXOJUT Yallle BCETO B PE3YyJIbTaTe CIHSHUS
nByx xpomocom rpymmsl D (13-15).

Knunuka. Buenmnuii Bua 0osbHbIX ¢ cunapomoM [laray BecbMa cnerudpuyes.
JleTu poKaaroTcs ¢ HU3KOW Maccoi Tena, ruaponedarbHoi uitn MukporedantbHon
dopmoii yepena. iMeroTcs MHOKECTBEHHbIE TIOPOKH PA3BUTHUS JUIEBOTO CKEJIETa:
nedeKThl KOKU TOJIOBbI, HEMTPaBIWIIBHO CPOPMUPOBAHHBIE U HU3KO PACTIONIOKEHHbBIE
yIIIH, MUKPO(TaJIbMHUsI, HE3apalleHne Tyobl 1 He0a, OTCYTCTBHE KOCTEH OCHOBaHUS
Hoca. Ha koke 5Mma M pyK OTMEYArOTCsd TeMaHTMOMbl. [IOCTOSIHHBI TpbIXH,
KPUIITOPXU3M, MOJUJIAKTWINSA, JAedopManus KucTedl u crtom  ((raexcopHas
nedopmaliusl naiblieB KMCTH, BBICTYyNAOIAs MATKA, MOJasi CTOMNA), MOBBIIIEHHAS
TUOKOCTb CyCTaBOB, BPOJKJICHHBIE OPOKH BHYTPEHHHX  OpraHoOB
(KapAMOBACKYJAPHON M MOYEBOM CHCTEMBI, KEITYJOUYHO-KUIIEYHOTO TpPaKTa).
OTMmeyaeTcs pe3kas yMCTBEHHAs! OTCTaJI0CTh. YacTo HAOMI0AAI0TCS CyI0POTH.

[Tapaknmuanyecku cuHapoM Ilatay MeHee M3ydeH: M3MEHEHUW KIETOYHOIO
COCTaBa M XMMUYECKUX IapaMETPOB KPOBU HE 0OHapyxeHo. [Ipu duoxumuueckom
UCCIIEJOBAaHUM BBISBJSIIOTCS AaHOMAJIMM TE€MOIVIOOMHAa M YMEHBILIEHUE €ro
COJIEpXKaHUSI.

[Ipn wuccienoBaHUN KOXHBIX PHCYHKOB BBISIBIISIETCSl TONEpEYHass KOXHas
CKJIa/IKa, OJlHa crudareibHas CKJIaJKa HAa MHU3MHIE, HEOPAa3BUTHE NYT, HHU3KOE
pacIoyIOKEHUE TPUPAANYCA.

CrenyeT OTMETUTh, UTO TPUCOMHBIEC U TPACIOKAIIMOHHBIE (POPMBI CHHIPOMA
[TaTay 1Mo KIMHUYECKUM MNpU3HAKAM MPAKTUYECKH HEpa3Iu4yUMbl APYT OT Apyra,
MO3TOMY ITUTOTE€HETHUYECKOe oOcieoBaHne OOJBHBIX I IuddepeHnanbHOMl
JTUArHOCTUKU JTUX ¢opM obOs3arensHo. [Ipu  TpaciokalimoHHOM BapuaHTE
TPUCOMHHM 13 BEpOSITHOCTh IMOBTOPHOTO POXKICHHS aHOMAJIBHOIO IOTOMCTBA
nocturaet 25%, a mpu TPUCOMHOM BapuaHTE OHA He mpeBbimacT 1-2%.

[IporHo3 HeOMAronpUsITHBIA, MTPOJOJLKUTEIBHOCTh JKU3HU OObIYHO 3-4
Mecsna.

Cunapom DOnBapca (Tpucomusi 18) - XpPOHHMYECKOE XPOMOCOMHOE
3a00J€BaHMe, XapaKTEepU3YyIoleecs pPEe3KUM MpPEHATaIbHbIM HEIOpa3BUTHEM U
MHOTOYHMCJICHHBIMU MTOPOKAMH Pa3BUTHUSL KOCTHON CUCTEMBI: TOIUXONE(haTUIECKOM
dbopMBI Uepern co CTyneHeoOpa3HbIM 3amajieHueM JIOOHBIX KOCTeH B 00J1acTH
OOJBIIOr0 POAHUYKA, HYXKHSIS YEIIFOCTh U POTOBOE OTBEPCTUE MAJIEHbKHE, IIa3HbIE
HIENTM Y3KUE M KOPOTKHE, YITHBIE PAKOBUHBI AeQOpMUpOBaHHBIC. ['pyaHas KieTka
IIMpOKasi U KOpOTKas, aHOMaJbHOE pa3BUTHUE CTOIBI, HMeeTcs (prIeKcopHOoe
pacnoJioKeHUe KocTel. BBIABISIIOTCS BhIpaKEHHBIE IOPOKU Pa3BUTHUSL BHYTPEHHUX
OpraHoB.
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Crnenuguyeckoro neuenus: Het. [Iporuos neOnmaronpusatHeiil. 90% 60IbHBIX
YMHUPAIOT Ha MEPBOM TOJy >KW3HU. BBDKUBIIME yMHUPAIOT OT WHOEKIMOHHBIX
3a00J1€BaHUH, Yallle BCEro OT THEBMOHUHU.

Cungmpom JlexxeHa (CHHIPOM — «KOIAYBETO  KPUKa»)-  XPOHUYECKOE
XPOMOCOMHOE 3a0o0jieBaHueE, COIPOBOKIAFOIIEECS MHOXECTBEHHBIMU
aHOMAJIUSIMHM, TIIYyOOKONM YMCTBEHHOM OTCTajJOCTbIO W XapaKTEPHBIM IIJIa4eM,
KOTOpPbIA HAmoMUHAeT Komauuid kpuk. [luTonmornueckn y Bcex OOJIBHBIX
OoOHapyXHMBaeTCsl YKOpPOYEHHE MPHUOIM3UTEIBHO HAa TPEThb KOPOTKOIO Iuieda
OJIHOT'O U3 TOMOJIOTOB XPOMOCOMBI 5.

KnuHuueckn CHHIPOM «KOIIA4bhero Kpuka» oueHb mnomuMmopden. bes
CBOEOOPA3HOro KpHKa HaJEXKHBIA JTUArHO3 0 [IUTOI€HETUYECKOro O0CIeI0BaHMS
peOeHKa YCTaHOBUTh HEBO3MOXKHO, TaK Kak  OOJBIIMHCTBO KIMHUYECKHUX
CUMITOMOB 3TOro 3a00JIeBaHUsI BCTpEYAaeTCsl M MpPH JAPYTUX XPOMOCOMHBIX
aHOMaJIUSX. B TUNMYHBIX CilydasX y JIeTeld C CHHAPOMOM «KOILIAYbEro KPHUKay,
KJIMHAYECKH OTMEYAIOT KPYIJIOE JIMIO C TUMEPTEIOPU3MOM, aHTUMOHTOJIOUIHBIE
IJIa3HbI€ WIEJIM, KOCOIJa3ue, SIUKAHT, YMEHBIIEHHBIA MOJ00pPOAOK, IIJIOCKYIO
CIIMHKY HOCa, 71e()OpMHUPOBAHHBIE U HU3KO PACHOJIOKEHHbBIE YIIH, KOPOTKYIO IIEH0,
HUKHIOIO CHHJAKTWINIO, YKOPOYEHHbIE Masblibl, KIMHOJAKTHIINIO, BPOKIECHHBIE
MOPOKH CepLla U MOJOBBIX OPraHOB, AHOMAJIUIO MTOYEK.

[Tporno3 nedmnaronpusiteH. [IlpuMensieTcs: nayTuaTUBHAs Tepanusl.

Cungmpom  Kumaitndpenbrepa (CHHAPOM MYXKCKOTO THUMOTOHAIU3MA) —
XPOHMYECKOE XPOMOCOMHOE 3a00JieBaHUE, IIPU KOTOPOM HAOIIOAAETCS TJIaBHBIM
o0pa3oM CHMITOMBI TOJOBOTO Heaopa3BuTuss. OOYCIOBIEHHO HaJUYUEM Y
MYKUMH JUIIHeH X XpomocoMbl (Habop moJsioBbIX xpoMocom XXY, Bcero 47
xpomocoM). Bo3Hukaer wame B pe3yiapTaTe OIUIOAOTBOPEHUS abOeppaHTHOMN
SUIEKIeTKH XX-CIepMHeM, HMEIIHMM  Y-XxpomocoMy. llurorenernueckue
BapuaHThl cunapoma KmaitHpenbrepa: XXY, XXXY, XXYY, XXXXY, a takxe
Mo3aut3M — 46XY/ATXXY, 46 XX/ATXXY u ap.

Knunndeckas ciMIToOMaTHKa BBISBISIETCSI, HAYMHAS C TTyOepTaTHOTO Meproia
U XapaKTEepU3yeTcs BBICOKMM pOCTOM (IJMHHBIE HOTH), ACTEHHMYECKOW WIH
C€BHYXOUJHOW KOHCTUTYyIMEH (y3KHEe IUIeud, IIMPOKUH Ta3, ciabopa3BUTas
MYCKyJIaTypa), CKJIOHHOCTb K OXHUPEHHIO, THUIOIN€HUTAIU3MOM (CKyAHAas
pPaCTUTENBHOCTh Ha JIMLE, TMHEKOMAcTHs). XOTS HapyXHbI€ IOJIOBBIE OPraHbl
MY>KCKOTO THIIa M TIOJIOBas (YHKIUS Y MOJOJBIX JIIOJEH CoXpaHseTcs,
POJIOJDKEHUE POJIa Yallle BCEr0 HEBO3MOXKHO BCIEACTBUU aTpODUM CEMEHHBIX
kaHaiblieB U acriepmMuu. Oxono 20% MyKCKOTO OECIIoNMs MMEIT B OCHOBE
cunapom Kialindensrepa.

OOBIYHO HMMEeTCs HEeKOTopas 3aJepiKa YMCTBEHHOTO pa3BUTHsS (OOBIYHO
NeOWIbHOCTB), BSUJIOCTh, HMHEPTHOCTh, IACCUBHOCTb, OTCYTCTBHUE JOJIKHOTO
UHTEpeca K OKpYXKaloluleMy, CKJIOHHOCTh K addekram. boabHble € 3THM
CHUH/IPOMOM O4Y€Hb BHyIIaeMbl. Hepeako y OOJIbHBIX BO3HHMKAIOT MapaHOUIHBIC,
TaJUTIOLIMHATOPHO-TIAPAHOUAHBIE, JICTIPECCUBHBIE IICUXO03bl, KAaTOTOHUYECKHE U
HaBS3YMBBIE COCTOSIHUS, WHOTAA AaHTUCOLMAJIBHOE IIOBEJEHUE W AJIKOTOJIA3M.
BrIBISIOTCS HEOONBIIME OPraHUYECKHEe W3MEHEHHS — YacTHYHBIM TITO3,
HUCTAarMou, aHuzopediekcus, Muomus, acTurMaTusMm u jap. Kimauueckue
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BapuaHThl cuHapoMma KiaitHpenbTepa 4YacTHYHO OOYCIIOBIEHBI KOJUYECTBOM
JUIIHUX X-XpPOMOCOM — C HMX YBEJIMYEHHEM CTAHOBSTCS 0OJee BBIPAKEHHBIMU
WU3MEHEHUS] UHTEJUIEKTA U MMOPOKHU Pa3BUTHUSL OPTaHOB.

HccnenoBanue mojoBOro XxpoMaTtvHa oOHapyKMBaeT Hanuuue Tejelr bappa.
XPpOMaTUHIOJNOXKUTEIIbHBIE W3MEHEHUS Y MYXYHH C OOJIBIIONH BEpPOSTHOCTHIO
yKa3bIBaeT HA YBEITUYEHHUE YHUCIIA X-XPOMOCOM.

Jlnst  jedeHus NOPUMEHSIIOT TOPMOHAIBHYIO — Tepamuio  (TeCTecTepoHa
nporroHat o 1 mu 1% pacrtBopa 1-3 pa3za B Henenro, METHITECTECTEPOH WM
TETPacTEepPOH (CyCTaHOH) MO 1 MJI BHYTPUMBIIIEYHO | pa3 B MecHll), B psJi€ CIy4acB
— ONEPATUBHYIO KOPPEKLIUIO THHEKOMACTHH.

Cunapowm IllepemeBckoro-TepHepa (CHHAPOM MKEHCKOTO TMIIOTOHAIW3Ma) —
XPOHUYECKOE XPOMOCOMHOE 3a0o0JieBaHueE, XapaKTEPHU3YIOIIEECs
MHOTOYHUCJICHHBIMUA TOJIOBBIMH U COMAaTHYECKUMM HapyrieHUusMA. OOyCIIOBIEHO
OTCYTCTBHUEM Y >KEHIIMH BTOPOH X-XpOMOCOMBI (Bcero B Habope 45 xpomocom).
MonocomMuss 10 X-XpOMOCOME BO3HMKAeT Yallle BCEr0 B  PE3yJbTATe
OIUIOAOTBOPEHUSI a00EPAHTHOMN SAULIEKIETKH, JIMILIEHHON X-XpOMOCOMBI, CIEPMHEM
¢ X-xpomocomoi. [Ipu nuToreHeTnyeckoM Hcciae0BaHUU, TOMUMO PETYJISPHOTO
OTCYTCTBUSL OJHOM X-XpPOMOCOMBI, OOHApPY>KMBAIOTCS MO3aUYHbIC BapUAHTHI
XO/IXY, XOIXX, XO/XXX, XO/XX/XXX.

OnmuH M3 BaXXHBIX MPU3HAKOB OOJE3HU — HU3KUU POCT (HOBOPOXXKICHHBIC
JIEBOYKM MMEIOT HEOOJIBIIIYI0O Maccy Teia M pa3Mmepbl, pocT B3pocibix —130-140
CM), CO CBOEOOpPa3HOM «IIUTOBUAHOW» TPYAHOW KJIETKOM H  MIUPOKO
paccTaBlieHHBIMU cockaMu. KopoTkas 1miess M KOXXHbIE CKJIAJKA OT 3aThLIKa K
HAJIUICUbSIM, YMEHBIIICHUE MOAOOPOJIKA, IMUPOKOE MEPEHOChE (TUTIEPTEIOPU3M),
AMUKAHT U MTO3 TNPHUAAIOT OOJIbLHBIM BUJ «chuHKca». B mybepratHom Bo3pacTte
OTUYETIMBO BBISBISICTCS PE3KUH TMOJOBOM MH(DAHTHINZM — T€HUTAIIUHU, SUYHUKH U
TpYAHBIE JKeNe3bl HEA0pa3BUThl. MeEHCTpyalluu OTCYTCTBYIOT. Bbinenenue
3CTPOr€HOB MO CPABHEHUIO C HOpMOM cCHIkEHO B 10-12 pa3. bonbHble HE
crocoOHBI K AeTopoxaeHnto. Oxoso 10% jkeHCKoro O0ecIyious UMEIOT B OCHOBE
cunapoM lllepemesckoro-TepHepa. XapakTepHbl TAKKE OPraHUYECKHE U3MEHEHHUS
B BHUJIE NTO3a, KaTapaKThl, MUOIIUU, OCTEONIOPO3a, BPOXKICHHBIX BHIBUXOB. B psje
CTydaeB OOHapyXUBaeTCs OXUpeHHe. HTEIIeKT OOJbITMHCTBA OOJIBHBIX OJIM30K
K HOpPME, B YAaCTH CIy4aeB HMEETCS yYMCTBEHHas OTCTAJIOCTh. OHU NACCUBHBI,
ACTCHUYHbI, CKJIOHHBI K TICUXOT'€HHBIM PEAKIIMSIM U PEaKTUBHBIM Iicuxo3aMm. Kpome
TOTO, Y HUX OTMEUYAETCs HapyIlIEHUS CIyXa.

[Ipu uccnepoBanuu mosioBoro xpomatuHa y 80% peTeil BBISBISETCS €ro
OTCYTCTBUE (XpOMAaTHHOHETATUBHOCTb ).

Jleuenue: MPUMEHSIOT npenapartbl ACTPOrEHHBIX TOPMOHOB
(@tuHMIACTpaanod, Mukpodomud mo 0,00015 r u npernun no 0,03 B JeHb
UKJIaMU TPOJIOJKUTENBHOCTRIO 16 U 7 HEl), BUTAMUHOTEPAUIO, TIJIACTUYECKUE
omnepanuu Jisl yIaJleHus MEeHHbIX CKIaJ0K.

JIMATHOCTUKA XPOMOCOMHBIX 3ABOJIEBAHUI.

JlnaraocTrka XpOMOCOMHBIX 00JIe3HEH OCHOBaHA HA KIIMHUYECKUX JTAHHBIX U
WCCJICIOBAHNH (CTICIIMAIbHBIMUA METOJIaMH1) XPOMOCOMHOT0 Habopa — KapuoTHIia u
MOJIOBOTO XpomaTuHa. JlJis ompeneneHus KapuoTUIla HCIOJB3YIOT KaK TMpsSMEbIE,
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TaK W HETPsSMbIE METOJbI MCCIIeI0OBaHus. B mepBoM ciydae mMaTepua, B3sTHIN U3
KOCTHOTO MO3ra, JUM(}ATUYECKHX Y3J710B, SMOPHUOHAJBHBIX TKaHEH, XOpHUOHA,
KJIETOK aMHUOTHYECKOM MKUIAKOCTH WM JAPYTUX TKAHEU, U3y4aloT cpasy Ke Mocie
nonydeHus. OIHako mOpsiMOM MeToJ HH(OPMATUBEH TOJBKO TOrJa, KOrja B
MaTepHuaie UMeeTcs AO0CTaTOYHOE KOJIMYeCTBO MeTada3 MUTO3a, TaK KaK TOJBKO B
3TON (hpaze XPOMOCOMBI MPUOOPETAIOT MPHUCYIIHE UM OCOOECHHOCTH CTPOCHUS U
BO3MOXKHA WX TOYHas WICHTH(QUKamMUsI. B Hacrosmiee BpeMs IIHPOKO
MPUMEHSIOTCS] HEIPSIMbIE METO/IbI UCCIICIOBAHMUSI.

Meron mpurotoBieHus MeTaaszHbIX IUIACTHH. B3STyI0  KyJIbTypy
(muMdonuThl IepudEepUUecKoil KPOBH | JIp.) MOMEMIAIOT B MHUTATEIBHYIO CpEy
JUIsl KyJbTUBUpPOBaHUA. B HopMe B mepudepuueckoil KpoBH HE HaOIIOJACTCs
MUTO3a JTUM(OIIUTOB, TOATOMY HCIIOJB3YIOT TMpenaparbl ((HUTOTeMarrIFOTHHUH),
CTUMYJIUPYIOIIINE HUMMYHOJOTHUYECKYI0 TpaHchopMaruioo  JUMQOIHUTOB U HUX
neneHre. BTopeIM 3TanmoM sBIISIETCSI OCTAHOBKA MHUTOTHYECKOTO JEICHUS KICTKH
Ha ctaguu MeTadaspl. JlocTuraeTcst 3To myTeM M00aBICHHS B KyIbTYpy TKaHEH 3a
2-3 4Jaca 10 OKOHYaHUs KyJIbTUBHPOBAHUS MPEIAPATOB KOJXUIIUH HIIA KOJIITUME.
Ha Tperbem sTare, MCIoyib3ysl TUITOTOHHYECKHI pacTBOP XJIOpUIA KabIUS WM
IIUTPAT HATPHUsS, JOOWBAIOTCS TUMOTOHU3AMMK KJIETOK, B PE3yJIbTaTe Yero KIIeTKa
HaOyxaeT, sAepHas 000JI0YKa pa3phIBACTCS, MEXXPOMOCOMHBIE CBS3U PBYTCS, H
XpOMOCOMBI CBOOOAHO TIABAaIOT B IuTOoIIazMe. Jlanee momydeHHass KyJabTypa
(bUKCUpyEeTCS CMEChI0 METaHOJla M YKCYCHOW KHCIJIOTBI, HEHTPUPYTUPYETCS |
Mmensercs gukcarop. CycneH3us ¢ PUKcaTopoM HAHOCUTCS Ha YUCTOE MPEIMETHOE
CTeKJI0, rae Merada3Has IUIACTHHKA pachpaBisieTcss W B €€  Ipejenax
pacroJiararorcs OTIIETILHO JIeXKalue XpoMocombl. [lo mepe BbICHIXaHUS
dukcaropa, KJI€TKa MPOYHO TMPHUKPEIUIETCS K CTeKay. Takum o0paszom,
HE3aBUCUMO OT KYJbTYPhl KJIETOK, U3 KOTOPBIX ObUIM MOJy4eHbl MeTadasHbie
TUTACTUHKY OOIIUI MPUHIIUAIT TIOMYyYCHUs MPenapaToB CIEAYIONUN: HAKOIIICHHE
MeTadas, THITOTOHM3AIs, (PUKCAITUs, pacKalbIBAHUE HA TIPEIMETHOE CTEKJIO.

Oxpacka mpemnapara. Okpacka HpernapaToB SIBISETCS CIEAYIOIIEH cTaauen
Mocjie  MOJy4deHus MeTadas3HbIX IUIACTUH W JIEJIUTCS  Ha  TPOCTEHIE,
muddepennmpoBanubie u (iroopecrieHTHbIe. Kakmas w3 BHIIOB OKpaIIMBaHUS
MIPUMEHSIETCS JIJISl BBISIBJIICHHSI TOJILKO OIPEACIICHHBIX U3MEHEHHH KapuoTuna. [1pu
NpoCTOM OKpacke (Meroj okpacku 1o ['mm3e), BO3MOXKHO JIMIIb TPYNHOBas
UACHTUGUKAIIMS XpPOMOCOM, TOSTOMY JAHHBIA METOJ| HCIOJNb3YeTCs IS
OPUEHTHUPOBOYHOI'O OIpPEACICHNUs] YHUCIOBBIX aHOManuii kapuotuna. Ilpocras
OKpacka HIMPOKO MPUMEHSETCA [JIi U3Y4YeHHS XPOMOCOMHOIO MyTareHesa IpH
npoBepke (PaKTOPOB OKpy»Karolieil cpeapl Ha MyTaHTHOCThb. Kpacurens ['mm3bl
OKpAaIlIMBAET BCE XPOMOCOMBI PAaBHOMEPHO MO BCEH JJIMHE, KOHTYPUPYS MPU 3TOM
LHEHTPOMEpY, CIOYTHHUKM U BTOpUYHBbIE TnepeTsikku. JuddepenuunansHoe
OKpaIlMBaHUuE 00YCJIOBIEHO CIIOCOOHOCTHIO K M30MpPaTEIHbHOMY OKPAIIUBAHUIO IO
JUIMHE W O0ECNeYMBAETCS CPAaBHUTEIBHO TMPOCTHIMH TEMIIEPaTypHO-COJIEBBIMU
BO3JICUCTBUSIMU Ha (PUKCHpPOBaHHBIE XpOMOCOMBI. [lpu STOM BBIABISETCS
CTpyKTypHasi auddepeHIIupPOBKa XPOMOCOM IO JJIMHE, BBIPAXKAIOIIEECS B BHUJC
YepeoBaHUs 3y-  T€TePOXPOMATHUECCKUX PAHOHOB (TEMHBIC U CBETIIBIC), KOTOPHIE
crienuUUHbl 711 KaKI0W XPOMOCOMBI, COOTBETCTBYIOIIETO IUiedya M paioHa.
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HaubGonee wacro wucnons3yerca G-okpacka. Ilpu sTtom  Xpomocombl
IpeIBApUTEILHO 00pabaThIBAIOTCS MPOTEA30d WM COJEBBIM pacTBOpoM. [l
U3Y4EHUSI MYTAlMOHHOIO IIPOLIECCA Yy YEJIOBEKA IIMPOKO HCIIONB3YETCS METOJ
Tup(epeHIMATBbHOM  OKpaCKM  CECTPMHCKHMX  XpOMAaTHJ, OCHOBAHHBIA Ha
CIIOCOOHOCTH BKJIIOUATCSl B IIOCJIENOBATEIIBHOCTh PEIUIMKALUUA  XPOMOCOMBI
aHaJlora TUMUANHA-5-0pOMIE30KCUYypUINHA. YUAaCTKH XPOMOCOMBI, BKJIFOUMBIINE
ATOT aHaJIOT, OKPAIIMBAIOTCA IUIOXO, MO3TOMY MCIOJB3YS 3TOT METOJ MOXKHO
UACHTU(DULIIIPOBATH JHOOYI0 XpPOMOCOMY MITH XPOMOCOMHYIO IEPECTPOUKY.

MonexkynapHO-IIUTOTEHETHYCKHEe  METOAbl.  MeToa  (IFoOpecieHTHON
ruOpuausaruu - In situ (FISH)  ocHoBam Ha  rHOpHau3aliik  MEXITY
neHarypupoBanHor JHK knetok Ha m#OpeaMeTHOM CTEKJIE MW MEYEHHOU
paZOaKTUBHBIMU HM30TONAMU WM HMMYHOQIIOOPECIEHTHBIMU COEIMHEHUSIMU
oxgnouenoueunor PHK wnmm JIHK. I'panunel npuMeHeHus 3TOro mMeroja O4eHb
IMIMPOKHE: OT JIOKAJIM3AIMU T'eHa O paclIM(PPOBKHU CIOKHBIX MEPECTPOCK MENKITY
HECKOJBKMMHM  XpomMocoMamu. Creayer MNOJYEPKHYThb, YTO COEIMHEHHE
MOJIEKYJIIPHO-TEHETUYECKUX M  LMUTOJOTMYECKUX METOJOB JENAET IOYTH
HEOTPAaHWYEHHBIMH BO3MOKHOCTH JHATHOCTUKH XPOMOCOMHBIX aHOMAJIUW, Kak
OYEHb CIIOKHBIX, TAK U OYEHb MEJKUX 110 pa3Mepam.

HccnenoBanre TMoOJIOBOrO XpomMaTuHa. Meron onpeneneHus MOoJI0OBOTO
XpOMaTrHa ObICTpEE U MPOILE, YEM UCCIIEI0BaHNE HA0opa XpOMOCOM (KapHOTHUIIA),
II0O3TOMY OH IPUMEHSETCSI B KAUYECTBE OJJTHOTO M3 CKPUHUHI-TECTOB IPU MACCOBBIX
oOcienoBaHUSX HaceleHus. B HopMe B KIETKAax >KEHCKOrO OpraHu3Ma IpH
OINpEZENIEHHBIX CIoco0ax OKpacku BOJMU3M SAEpHOM MeMOpaHbl o00pazyeTcs
MHTEHCUBHO OKpAlllMBAEMOE TEJbLE — IIOJIOBOM XpOMaTHH, Wiau Tenblie bappa,
KOTOpoe 00paszyercs 0JIHOM, HeakTUBHOU X-XpoMmocomoil. J[pyras X-xpomocoma B
KJIETKAX JXEHCKOIO OpraHu3Ma SBJISETCS aKTHUBHOW. Y MYKUMH UMEETCS JIHIIb
olHa X-XpOMOCOMAa, U OHAa BCErja aKTUBHA, MOATOMY B SAPAX KIETOK MY’KCKOIO
opraHu3Ma IOJIOBOM XpOMaTUH He ompenensercsa. [[ns uccnenoBaHus MOJIOBOTO
XpoMaTthHa X OOBIYHO OepyT COCKOO co cim3ucToi mosoctu pra. HaumbOosee
pacnpocTpaHeH 3Kcipecc-MeTo]] okpacku o CaHaepcy ¢ ucnonb3oBaHueMm 2%
pacTBOpa YKCYCHOKHCIIOIO aleTOOpCEMHAa C IOCIEAYIEed HMMEPCHOHHON
Mukpockonueid. Kpome Toro, B 3penbix HEHTpouiIax KpOBU BBISIBISCTCS €IE U
Tak Ha3biBaeMas OapalOaHHas Majoyka, MpUYEM TeJell XpoMaThHa U OapabaHHBIX
NaJo4YeK Ha €AMHHUIy MEHbIIe yucia X-xpomocoM. B HelTpodunax y MyK4uH
BBISIBJSIFOTCSL  Tak)K€ OKOJIOSAEpHBIE O0pa30BaHHMA B BHUIAE «HHUTOYEK» H
«BOJIOCKOB». VICue3HOBEHME Yy JKEHIIMH HEAKTUBHOW X-XpPOMOCOMBI BEAET K
OTCYTCTBHIO ITOJIOBOTO XpoMaTHHa. [losBieHNe y MyX4YUHBI TONOJIHUTEIBHON X-
XPOMOCOMBI IPUBOJUT K (POPMUPOBAHUIO TEINBLIA [TOJIOBOTO XpOMaTHHA.

Jepmarornuduka — HU3ydeHHE OTIEYATKOB KOXKHOTO PHUCYHKA JIaJOHEH U
ctorn. CBoeoOpa3Hble U3MEHEHHS OTIIEYATKOB MAJBIEB U y30pa JaJ0HU OTMEUEHBI
Opu psiie HacleACTBEHHO-IETEHEPAaTUBHBIX 3a00J€BaHUII HEPBHOW CHCTEMBI.
[TanusuisipHblE PUCYHKHM HMMEIOT WHIMBHIYaJbHBIA XapakTep U HaXOASATCSA IOA
TEHETUYECKUM KOHTpOJIeM. JlJI1 KIIMHUYECKUX eIl HCIOJb3YIOT:

1. XapakTep y30pa KOHIIEBBIX (paJlaHT.
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B HOpme vactoTa metieBbix y30poB 62%, KpyroBbixX - 32%, IyroBeix - 6%.
[lpu Oone3nu JlayHa yBEIMUYMBAETCS YHCIO TMETJIEBBIX Y30pOB, OCOOEHHO
yibHapHble netau — 80%. Ilpu TpucoMum NpPEeUMYLIECTBEHHO MPOSBISIOTCS
TYTOBBIE Y30PBI, UTO PEIKO BCTPEUAETCSI B HOPME.

2. Yucno 6opo3s.

B HOopMme, nipu mozacuere 00po3a y My>KUUH UX BbIsABIsACTCA 145, y jKeHIIMH —
127. Tlpu 6one3un Knaitnpenbrepa ux yncio ymenbinaercs 10 118.

3. Benuuuna yria adt.

VYron adt B Hopme meHee 57°, ipu Oone3nu JlayHa oH yBenuuuBaetcst 10 81°,
npu Tpucomun — 108°, 6onesnu Knaitndensrepa — 42°.

JIutepatypa:

1. Kiimanueckast renetnka. boukos H.I1. M., Meaununa, 1997

2. MenunuHckas reietuka s Bpadeil. Jluneun E.T. u ap. M., Meaununa,
1983

3. Meauuunckas renetuka. boukos H.II., A.®.3axapos, B.l1.1Banos, 1984,
ctp. 363.

4. Tuo66uét renerukacu. Human6aes K.H., Xampaepa®.A., D110HKyI0B
0.2., AGy Anu N6H
Cuno, 2000.

5. Knuaunyeckue neknuu no Heponarosioruu. H.K.borosienos, 1971, ctp 351-
385.

6. Jlekiuu o knuuuueckoit revetuke. JI.O.bagansu, 1974, ctp. 207.

7. HacnenctBennsie 6osie3nu. Cap. [lox pea. JI.O.bapgansna, 1980, ctp. 413.

8. Hesponatomorus. JI.O.bagamnsa, 1982, ctp. 207-255.

9. HepBHo wmbiiieunsie 6osie3nu. b.M. I'ext, H.A. Unbuna, 1982, ctp. 352.

10. MeaunnHckas renetuka st Bpaded. Jluneun E.T. u qp. M., Menuiuna,
1983

11. Kimmanueckas renetuka. bouko H.II. M., Menumuna, 1997

12. Meauuunckas reneruka. boukos H.II., A.®.3axapos, B.11.NBaHoB, 1984,
ctp. 363.

16. OcHOBEBI 0011l 1 MEIUIIMHCKON TeHETHKH. a1, 1998.

17. HacnencTBeHHbIE CHHAPOMBI M MEIMKO-TEHETHYECKOE
koHcynbTupoBanue. Kozmosa C.U. u ap. JI., Meaumuna, 1987.
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