


BBeneHue

XpoMocoMHBIE 00/I€3HU — HacC/leICTBEHHbIE
3a601eBaHUsA, 00yCI0OB/IEHHbIE U3MEeHEeHHEeM YHCJIa
WJTH CTPYKTYPBI XpPOMOCOM, BO3HHUKAIOIINUM Ha PAHHUX
cTagusax IpobeHus 3UroTbl. K XxpoMoCcOMHbBIM
OTHOCSITCSI , 00yC/TOB/IEHHBIE

reHOMHBIMU VTN CTPYKTYPHBIMH
M3MeHeHUSIMHU OTAEeTbHBIX XpPOMOCOM. XPOMOCOMHbIE
00J1e3HU BOBHUKAIOT B pe3y/IbTaTe MyTallhi B
TIOJIOBBIX KJIeTKaX OJTHOTO U3 POJIUTEIEH.



AKTYaZibHOCTb Y CTATUCTUKA

HacnencrBeHHast OTATOIEHHOCTh COBPEME@HHOU MOMY/ISIUU BeCbMa
cyutectBeHHa. OKoJio 5-5,5% meTeit pOXXJAIOTCS C HACIeICTBEHHBIMU WU
BPOXKIEHHBIMH 00JIe3HSIMU. B pasHbIX permoHax MHUpa, 1o faHHbiM BO3 3a
2000 T., YaCTOTAa MOPOKOB Cpe/ii HOBOPOXJAEHHBIX COCTaBUJIA 47-69 HA 1000,
13 HUX XPOMOCOMHBI€e O0JIE3HH - 3,5-4,4 Ha 1000. B HacTosiIee Bpems y
YyeJIoOBeKa U3BeCTHO Oosiee 700 3a00/IeBaHMM, BBI3BAHHBIX U3MEHEHHEM YHCJIA
WU CTPYKTYPbI XxpomocoM. Okoso 25% mpuxozuTcst Ha ayTOCOMHbBIe
TprucomMuu, 46% — Ha MaTOIOTUIO TTOJIOBBIX XPOMOCOM. CTPYKTYpHbBIe
TepecTPOUKU COCTaBISIOT 29%.YacToTa XxpOMOCOMHBIX HapYLIeHUIA cpeau
SMOPHOHOB COCTaBJIsIET He MeHee 42% BceX CIIOHTAaHHBIX A0OpTOB U 6% cpenu
MePTBOPOXKAEHHBIX, A TAKXKe 0,5-0,7% Cpeayr XUBOPOXKAEHHBIX feTeit. Cpeau
KOHTUHT€HTAa JeTCKUX 60/bHUIL 0011ero mpoduis A0 20% COCTaBSIOT AETH C
HacJie[ICTBEHHOM MaToorueii. BpoXkieHHble aHOMa/IMU 3aHUMAIOT Cpeau
MPUYUH MJIaJIeHYeCKOU CMEePTHOCTU Y UHBA/IMAWU3ALMU BTOPOE MeCTO.
[eHeTH4YecKu 00yC/IOB/IEHHBIE 3a00/I€EBaHUSI COCTABISIOT 35,5% B rpyIime
nere-uaBanmuaoB (Kysuerosa E.IO. ¢ coaBr., 1995; boukos H.I1., 1997;
bepnunckas /I.K. ¢ coaBT., 1998; Kosnosa C.U., 2001).



Bospacrarwlee 3arpsisHeHHe OKPY>XKaloLer cpefbl IIpeCTaB/sieT ONacHOCTb He
TOJIBKO JJIS1 340POBbs MPOXXUBAKLIWX B HACTOSILLIee BpeMsi JIF0Aei, HO U COMPSDKEeHO
C PUCKOM YBeJIM4YEeHUsI KOJIMYEeCTBA MyTalliii B COMAaTUYE€CKUX U MOJIOBBIX KJIETKAX
Yye10Be4eCKOro opraHusma. [1o JaHHbIM pa3HbIX MCCIe0BaTe/en yae/TbHbIN

Bec BIIP B nmepuHaTaibHOM CMEPTHOCTH ITOCTENIEHHO YBe/IMYMUBAETCS OT 4,0-7,7% B
1935 I. 10 8,5-12% B KOHIIe 50-X TOfOB U 10 26-30%) B 80-e roast (Jlasiok .M., 1991).
Peakins geTcKoro opraHrM3Ma Ha 9KOJIOTHYecKre paKTOPhI MOKA HEZOCTATOYHO
M3y4YeHa, TOTbKO 0OOCHOBBIBAIOTCS TIEPBbIe HAMPAB/I€HUsI HOBOM TPOOIEMBI -
SKOJIOTUYECKOM, MeIMKO-COIIUaIbHOM MpodumakTuku B meguarpuu (Becenos I1.T.,
1996).

KauecTBO cpenibl 0OUTaHUSI OKa3bIBaeT HEIIOCPEACTBEHHOE BIUSHUE HA
dusndeckoe pazputue geteii. [[pyuMepomM TakoTO BIUSTHUS SIBJISIETCS POLECC
aKcesiepalyuu, HabMogaBIIMCs B 1960-80-€ rozbl (3embiiep A.,

1968; BractoBckuii B.I',, 1976; Muxnamiesckass H.H., 1973,1988 u ap.). Mi3BecTHO,
YTO HEXBATKA MJIA U30BITOK X WK Y XPOMOCOMBI CKa3bIBaeTCsl Ha pU3UIECKOM
pa3BUTHUU peOEHKA.

ety c aHOMaIMsIMU MMOJIOBBIX XPOMOCOM XapaKTepPU3YIOTCSI HapylLleHUueM
dU3UYeCcKOoro, MCUXUYECKOTO M TI0JIOBOTO PA3BUTHSI, COCTABIISISI TPYIIITBI
MOBBILIEHHOTO PUCKA MO 3a001eBaeMocTU. B HacTosiiee BpeMsi aKTya/TbHbIMHU

1151 TTleIUaTPUM OCTAIOTCSI TaKHe MTPO0ieMbl, KaK GU3HUOJIOTHS U MTATOJOTHS POCTA,
HEPBHO-TICUXUYECKOe U UHTEJUIEKTYaIbHOE PAa3BUTHE PEOEHKA, 3aBUCSIIEE OT
reHHOU peryisiLiuy, MMTaHus U BocnuTaHus. Jlo 9o% Bcex

bopM XpOHUYECKOM MTATOIOTUH CBS3aHO C HAC/IeJCTBEHHOU MaTO/IOTHUel, 1
MO3TOMY reHeTUYeCKOoe HallpaBieHre B HAyYHO-UCCIe0BaTeTbCKUX paboTax
cJielyeT CYMTaTh OAHUM U3 OCHOBHBIX (Llaperopoaies A./l. ¢ coaBr., 2001). JetH,
MMelollre CUHAPOMBI C aHOMA/IUSIMU MTOJIOBBIX XPOMOCOM BOCITUTBIBAIOTCSI B CEMbE,
YTO HECOMHEHHO CTaBUT JOCTATOYHO OCTPO BOMPOCHI UX MEAUKO-COLIMAIBHON
aJaIrTaluu.



IOTHUO/IOI'USA

OTUOOTUYECKUMU (PAaKTOPAMH XPOMOCOMHOM MATOJIOTUH SIB/ISTFOTCST BCE
BU/IBI 1 HEKOTOPbIe

Pa3nu4aroT Be 60JbIIMe IPYIIIThI XPOMOCOMHBIX
MYyTaLUU: HYMPUXPOMOCOMHbBIE YU MeWXPOMOCOMHble. OTIeNbHO
BBIEJISIFOT U30XPOMOCOMbL U I'NG-XPOMOCOMbl

BHYTpUXpOMOCOMHBIE MyTallM¥ — 3TO abeppalivu B peesiax OqHON XpoMocoMbl. K
HUM OTHOCSITCS:

- desleyus — yTpara OIHOTO M3 YYaCTKOB XPOMOCOMBI, BHYTPEHHET0 HJTU
TepPMHUHAIbHOTO;

- UHBepcus — BCTpParMBaHUe Ha MMpe)XHee MeCTO YYaCTKa XpPOMOCOMBI ITOC/ie TOBOPOTa ero
Ha 180°;

- dynaukayus - yaBoeHHe KaKOro-Tu00 y4acTKa XpOMOCOMBI;

Me)XxpoMoOCOMHBIE MyTalluy (MyTaLu/II/I repecTPOUKU, UIU mpaHCﬂoxaquu)
MpeiCTaBJSIOT c000it 0OMeH PpparMeHTaMU MeXly HeTOMOJIOTUYHBIMU XPOMOCOMaMHM.
K suM oTHOCSATCS:

- peuunpokHas mpaHcaokauusa (IBe XpoMOCOMbI 0OMEHHBAIOTCS CBOUMH
dbparmMeHTaMm);

- HepeyunpokHas mpaxcaokayua (pparMeHT OJHOM XPOMOCOMbBI TPAHCIIOPTUPYETCS Ha
IpYTYI0);

- «UeHmMpuYeckoe causiHue» — pob6epTCOHOBCKAs TPAHCIOKAIYS (CoeHeHN e IBYX
aKPOLIEHTPUYECKUX XPOMOCOM B paiioHe UX [IEHTPOMeEp C ITOTepei KOPOTKHUX TI/IeY)



M 30XpOMOCOMBI MpeICTaBISIOT COO0 abeppaHTHbIE MOHOLIEHTPHUYECKHEe XPOMOCOMBI C ABYMSI
reHeTUYeCKU UeHTUYHbIMU T1edaMu. OHU 00pasyIoTCs B pe3y/ibTaTe MomepevHOro pa3phiBa
XpOMaTHJ, yepes LiIeHTPOMepbl.

Ring-XxpomMocoMBI - 3TO XpOMOCOMBI, 0Opa30BaHHbBIE B Pe3y/IbTaTe PA3PhIBOB KOPOTKUX U JJTMHHBIX
XPOMOCOMHBIX I1JIeY, yTPaThl TEPMHUHAJIbHBIX YYaCTKOB C IMMOC/IeAYIOIIMM 3aMbIKaHHEM UX B KOJIBLIO.

Yo KacaeTcsi e HOMHBIX MYTalUid, TO Y Ye/I0BeKa 0OHAPY)KEHO TOIBKO /IBa UX
TUIA: NOJUIIOUIUY U QHEYIIONAH.

IMonunrongusi- yBerueHre 4ucia HAGOPOB XPOMOCOM, KPaTHOE raluIongHOMY (31, 4N, 5N U T.7.)
[ IpyunHOM 3THX HapylIeHUH SIBISAIOTCS ABOMHOE OMJIOA0TBOPEHNE U OTCYTCTBHE IePBOro
MeroThYeckoro genenus. Tempanaouduu (92, XXXX) mpuBOIAT K pa3BUTHIO XPOMOCOMHOM
6one3nu. Tpunaouduu (69, XXX - neBouka nnu 69, XYY — Ma/buuK) MPUBOIST K ITPEPHIBAHUIO
6epeMeHHOCTH (penpoAyKTUBHAS TIOTEPsI) U ABJISIIOTCS JIETAIbHBIMU COCTOSTHUSIMU.

AHeymionaus - usmeHeHue (yMeHblireHre (MOHOCOMUS) HJTH YBe/TMYeHHUE (TPUCOMUSI,
TIOJIMICOMHSI) ) YKCJIa XPOMOCOM B JUTIOMIHOM Habope (2n+ 1, 2n-1 U T.71.). [IprarHa aTrx
HapYyIIeHWH CBS3aHa C HEPACXOXKIEHUEM XPOMOCOM TPH IeJIEHUH WU UX «aHadasHoe
oTCTaBaHHe». M3 Bcex BAPHAHTOB aHEYIUIOUAUM BCTPEYAIOTCS TOJIBKO TPMCOMHMH 10 ayTOCOMaM
(cungpowm [layHa, cuHapom Ilaray, ciHapoM DaBapaca v p.), TOJMCOMUH IO MTOJIOBBIM
XpOMOCOMaM (TpH-, TeTPa- ¥ MEHTACOMMH), @ U3 MOHOCOMHU BCTPEYAETCS TOKO MOHOCOMHUST X
(curzapowm IllepemnreBckoro-TepHepa). B ocHOBe KaccudrKaIy XpOMOCOMHOM ITATOIOT U JIEXKAT
TPH OCHOBHBIX IPUHIIUIA, KOTOPBIE MTO3BOJISAIOT TOYHO OXapaKTEPU30BaTh GOPMY XpPOMOCOMHOM
NaTOJIOTUH Y 00C/IeIyeMOro MHAWBH/IA, a TAK)KE €€ BAPUAHTHI.

XapaKTeprCTHKa XPOMOCOMHOM WJIK TEHOMHOMN MyTalMH (3THOTOTUYeCKUIA

NPUHIMI): noaunaouduu (TeTparuion Ny U TPUTUIOUINHN); aHeyniouduu(HeJoCcTaToK (noaHas uau
YaCMu4Has MOHOCOMUSA) WIH U3OBITOK (Mpu- uiu noaucomusi) XxpOMOCOMHOI'O MaTepUaJa o
ayTOCOMaM WJIH IOJIOBBIM XPOMOCOMaM).

Omnpepenenye TUIA KJI€TOK, B KOTOPBIX BO3HUKJIA MyTalus (B raMeTax Wiu

3UrOTe): 2amemuyeckue (BbI3bIBAIOT MOTHBIE GOPMbI XPOMOCOMHBIX

GonesHei); comamuyeckue (pa3BUBAETCS OPTAaHM3M C KJIETKAMU Pa3HOM XpPOMOCOMHOM
KOHCTHUTYIIUU — MO3AMIIH3M).

BhIsiBIeHUe TOKO/TeHYsI, B KOTOPOM BO3HHMKJIA MyTallvsl: chopaduieckue XpoMOCOMHble
60s1e3HU (BO3BHUKAIOT BHOBb B raMeTax 3/I0POBBIX
poauTesneit); Hacnedyembie (ceMeHbIe) XPOMOCOMHbIE 601e3HU.



[laToreHe3 XxpOMOCOMHBIX OOIe3HE, HECMOTPS Ha XOPOIIYIO
WM3y4YEeHHOCTh KJIMHUKU U TATOTEHETUKH, TAKe B OOIIMX YepTax
ocTaeTcst OTKPHIThIM. KirfoueBoe 3B€HO B Pa3BUTHUH XPOMOCOMHOM
60J1e3HU HU NP OfHOU PpopMe He BbIsiBieHO. OCHOBHBIM 3BEHOM
naToreHe3a XpOMOCOMHBIX 3a00/1eBaHUM CYUTAETCS
HecOaTaHCUPOBAHHOCTh TEHOTHIIA B Pe3Yy/IbTaTe TeHOMHBIX U
XPOMOCOMHBIX MYTAIIUi, YTO MPOSIB/ISIETCS BHYTPUYTPOOHOM rrOesbio
5MOPHOHOB U TUIOZIOB, PAa3BUTHUEM CIielInPpUIECKHUX CUHIPOMOB,
MPOSIB/ISTIONINXCS HAPYIIEHUSIMU PU3UIECKOTO U IICUXUIECKOTO
3/I0POBbSI.

M3MeHeHMe Y1 ciia NOI0BBIX XPOMOCOM MOXXeT BOSHUKATH B
pes3y/IbTaTe HapylleHUs PacXOXIeHHsI KaK B IepBOM, TaK U BO BTOPOM
ZefleHuu Merosa. HapyiieHue pacxoxaeHus B IepBOM Je/1IeHUN
MIPHUBOIUT K 00Pa30BAHUIO AHOMAJIBHBIX FaMeT: Y KeHIIWH — XX 1 0 (B
MoC/IeIHEM C/Ty4ae TUIEeK/IeTKA He COIEPXKUT MOJIOBBIX XPOMOCOM); Y
MY>X4MH — XY U 0. [Ipyu cimsiHMM rameT BO BpeMs OILUIOLOTBOPEHUS
BOBHUKAIOT KOJITMYECTBEHHbIE HAPYIIEeHUS TI0IOBBIX XPOMOCOM (TabJ1.

3).



Oren, MaTtsb Y X
XY (Hopma) XX (Hopma)
XXY* XXX
Yo Xo

XXY*
XXXY*
XY

XO**
XX HOpMa?

J1€Ta/IbHOCTDb

J1I€Ta/IbHOCTD J1€Ta/IbHOCTDb

* - cunapom KnaitHdenbrepa.
** - cungpowm lllepenteBckoro-TepHepa.

J1I€Ta/IbHOCTD




KiauHauka

Boe3nu, 00yc10B/IeHHbIE HAPYLIEHHEM YU C/Ia XPOMOCOM

= o , K IPU3HaKaM OTHOCSTCS: cIaboyMue, 3aiepXKKa POCTa,
XapaKTepHasi BHEIIHOCTb, U3MEeHEeHUsI :
— TPUCOMMUSI 10 , XapaKTepu3yeTCsi MHO)XXeCTBeHHBIMH ITIOPOKaMU
pasBUTHUS, , 4aCTO — , HApyLLIeHUsI CTPOEHUS ITOJIOBBIX OPIaHOB, INTyXOTa;
— TPUCOMHUS I1O , HYDKHSIS1 YeJIIOCTh U POTOBOE OTBEPCTHE MaJIEHbKHE, IJIa3HbIe

1Ie/T y3KHe ¥ KOPOTKHeE, YITHbIE PAKOBUHBI iepOpMUPOBaHbl; 60% JeTeil yMUPAIOT B BO3PACTe [0 3 MECSILIEB, 10
ro/ia JOXKUBAKOT UL 10%, OCHOBHOM MPUYUHOM CTY)KUT OCTAHOBKA AbIXaHHS M HApyLIeHHe paboThl cepaLa.

BOJIEBHI/I, CBsI3dHHbIE€ C HapyHI€HWEM YU CCJ/la IMTOJIOBbIX XpPOMOCOM

— OTCYTCTBHE OJHOMN X-XpOMOCOMBI Y XeHITHH (45 X0) BC/eacTBre
HapPYLIEHUsT PACXOXXIEHHSI TIOJIOBBIX XPOMOCOM; K MMPHU3HAKaM OTHOCHUTCSI HU3KOPOCJ/IOCTb,
1 Gecrutoivie, pasnyHble COMaTUYeCKHe HapyIeHus ( , KOPOTKasi 1est ¥ p.);

TIOJTUCOMUSE TTI0 X-XpPOMOCOME — BKJTIOYAeT (kapuorui 47, XXX), rerpacomuio (48, XXXX), meHTacoMuio
(49, XXXXX), oTMeUYaeTcst He3HAYMTETbHOE CHIYKEHUE , IOBBILIIEHHAsI BEPOSITHOCTD
Pa3BUTHS u C HeO/IaTONPUSTHBIM THUIIOM TEYEeHUS;

TIOJTUCOMUSE TIO Y-XPOMOCOME — KaK | MOJTUCOMUSI IO X-XPOMOCOME, BKJIIOYAeT TPUCOMHUIO (KapuoTut 47, XYY),
terpacomuio (48, XYYY), nenracomuio (49, XYYYY), KIMHUYECKHE TIPOSIB/IEHUS TAaK)Ke CXOXKH C TIOJTUCOMUEN X-
XPOMOCOMBI;

— TOTMCOMMUSI TI0 X-XpPOMOCOMaM y MaburKOB (47, XXY), MpHU3HAKK: €BHYXOUJHBIHA
TUII CJIOXKEHMU S, , CJIAGBII POCT BOJIOC Ha JTMIIE, B TOAMBIILEYHBIX BIIAZMHAX U HA TOOKE, TTOIOBOi1
nHGbaHTUIN3M, GecIuiofrie; YMCTBEHHOE Pa3BUTHE OTCTAET, OAHAKO MHOT/IA MHTE/IJIEKT HOPMATbHbIH.

BOJICBHI/I, HpI/I‘II/IHOﬁ KOTOPBIX ABAAETCA

TPUIUIOUJWNH, TETPAIUIOUANHU U T. [.; IPUYMHA — HapyllIeHHe mpolecca BC/IeICTBHE MyTally, B
pesy/ibTaTe 4ero JoYepHss MOI0Bast KJIETKa IMOy4aeT BMECTO TallJIONAHOTO (23) AUITOUAHbIHN (46) HaGop
XPOMOCOM, TO €CTh 69 XpPOMOCOM (y MY>XUMH 69, XYY, y xeHiuH — 69, XXX); MOYTH BCET/IA JIETaTbHbI

[0 POXKJEeHUsI.



Cunzapom /layHa (peHOTHIIMYECKIE IPOSBIEHHUS) -
OpaxuiiedabHbII YepPETl CO CKOIIEHHBIM 3aThIJIKOM U
YILIOII€HHBIM JIMIIOM, KOCOI paspes 11as (Hapy>XHbIH
YT'OJI Bblllle BHYTPEHHET0), STIUKAHT, TUIIEPTEIOPU3M,
paclIMpPEeHHOe U YIUIOLIeHHOe MepeHocke. ManeHbkue
HeZI0pa3BUTHIE YIITHbIE PAKOBUHBI PACIIOI0XKEHbI
HU3KO, BEPXHSIS1 Ye/IIOCTh HeJOPa3BUTA. YBEJIMYEHHbBIU
" CKJIaI9aTHIN SI3BIK , BBICOKOe He00, HelPaBHJILHBIM
POCT 3y0OB, KOPOTKas Iiiesl, ITUPOKHE KHUCTHU C
KOPOTKHMMH TIaIbIlaMH. B mcuxoHeBposornyeckom
CTaTycCe - MbIIIIegHasi TUIIOTOHMS, HeTOCTATOYHasI
MOTOPHKA, HMHTE/IJIEKTYaTbHAsI HEJIOCTATOYHOCT.



Cunapom JaBapca (beHOTHITHYECKHE TTPOSIBJIEHUST) -
yepeTtl goruxolledaabHbIN, CIABI€HHbBIN C O0KOB, C HU3KHUM
]I6I(;M Y IITUPOKO BBICTYIAIONIMM 3aThIJIKOM; MHOT/IA
BCTpedaeTcss MUKpolledaus U Tuaponedatus.
HaarmaszHugHbie BaIMKY CIyIayKeHbl, T/Ia3HbIe 1e/TH Y3KUe,
HAO/TI0/TAeTCS SITUKAHT, TUIIePTEeI0PHU3M, IITO3, YaCTO
BCTpeYaeTcs I/la3Hasl MaTO/OTUsT: MUKPO(TaTbMUSl,
KO/1000Ma, KaTapakTa. [ lepeHoche BgaBieHO, HO CITMHKA
HOCA TOHKAsI, BBICTyTAIOLIAs. YIIIHbIe PAKOBHUHBI
PaCIIOJIOXKeHbI OYeHb HU3KO, ITOYTH Ha YPOBHE YIJIOB PTa,
4aCTO OTCYTCTBYIOT MOYKA U KO3e/ToK. HWKHSS 4emoCcTh
MaJjieHbKasl, TpeyroibHOU (OpPMbI C KOPOTKOU BepxHe
ry0oii, HEOO BBICOKOE, MHOT/IA C PACIIe/TMHOM, 1I1est
KopoTKas. [TouTu Bcerma MOXKHO OOHAPYXUTh pa3/IMYHbIE
aHOMaAJIMH OTIOPHO-IBUTATEIbHOTO allllapaTa: IPyaHas
KJIETKA pPAaCIIUPEHa, TPyAUHAa YKOPOY€Ha, Ta3 Y3KUH,
KOHEYHOCTH AepOpPMUPOBAHBI, OTpaHUYEHA ITOABIKHOCTD
B Ta300eIpeHHbIX CyCTaBaX, KOCOIAIIOCTh, CTOIIBI B BH/IE
«Ka4vasoK. Bo Bcex ciry4yasix MHTe/IJTIEKT CHHYKEH.



Cunzapowm IlaTay (peHOTHUTIMYECKHE TTPOSBIEHMS) -
MUKpoLedaIbHBIN Yeper ¢ HU3KUM CKOIIEHHBIM JT00M,
BIaBJIeHHBIMU BUCOYHBIMHU 00acTsIMU. [71a3HBIE 1IeH y3KHe,
PaCIIOIOXXEHbI TOPU3OHTAJILHO, TUIIOTEIOPU3M, TOYTHU BCerga
BCTPEYAeTCs T/Ia3Hast TTATOJIOTUS: Yallle MUKPOPTATbMUS WU
aHO(TaTBMUSI, peXXe KOI0OOMBI, TOMYTHEHHE POTOBUIIBI,
LUKJIONUs. HOC ITOCKUI, ITUPOKUH, C 3aTlaBLIUM IIePEeHOChEM
Y TYIIBIM BTSIHYThIM KOHYUKOM. YIIIHbI€ PAKOBUHBI
PacCIIOJIOXXeHbI OY€Hb HU3KO0, MHOTIA HAa YPOBHE PTa, Ma/IeHbKYe
MOYKHU MPYDKATHI K TOI0BE, 3aBUTKU HEMPaBWILHON (pOPMBI,
KO3€JIOK TMITOIIa3UPOBaH. HenmpaBuibHOE pa3BUTHE KOPTHEBA
OopraHa HepeaKo 00ycioBMBaeT rmyxoty. OTHUM U3 CaMBbIX
YaCThIX U J€MOHCTPATUBHBIX IPU3HAKOB CUHAPOMaA SIB/ISIOTCS
paciie/inHa MSITKOTO U TBEPAOTO Heba, KaK IBYXCTOPOHHSIS, TaK
M OTHOCTOPOHHSISA, TIOYTH BCET/Ia paciierieHe BepXHeu TyObl
COTPOBOXAeTcs paciiennHou Heba. [loutu y Bcex mereit
MMEIOTCSI aHOMAJ/IMU KOCTHO-MBILI€YHON CUCTEMBI, Yallle
MOTUIAKTHINS ¥ CBOeoOpa3Hoe MoJIoKeHHe KUCTel. Y Bcex
nereit oTMedaeTcs I/TyOOKast yMCTBEHHAsI OTCTAIOCTb.



CoBpeMeHHbIe MeTOAbl AUATHOCTHUKH

[Toka He cyileCcTByeT MeTOJ0B, KOTOPbIE MO3BOJISIIU ObI JIEUUTH
XpOMOCOMHbBIe 00JIe3HU, HO pPa3pabOTaHbI METOAbI TUATHOCTHUKH
TAKUX MYTAIlHH, YTO ITO3BOJISIET UX OOHAPY)XUTh Ha paHHEH CTa 1.
Takune, KaKk KAPUOTUIIMPOBAHNWE, ONpe/ie/IeHre MOJI0BOr0 XpOMaTHUHaA,
MeTOJ, MyJIbTUTIJIEKCHOU TUTa3HOM LIeMTHOM peakuu, meTolbl SKY u
FISH. MaTepuanom /151 TMarHOCTUKH OOTBITHMHCTBA XPOMOCOMHBIX
6oJie3Hel ABISIOTCS MeTadas3Hble TIACTUHKY, KOTOPbIe
HM3TOTABINUBAIOT M3 TUMPOIIUTOB MeprpepruIecKoii KpoBU. Tak xe
NPUTOIHBI PUOPOOIACTHI KOXKU, KJIETKA KPAaCHOTO KOCTHOTO MO3Ta.
17151 npeHaTaIbHOU AUATHOCTUKU KYJIBTUBUPYIOT KJIETKU
AMHHUOTHUYECKOU XUIKOCTHU, BODCUH XOPUOHQ, MJIALEeHTHI,
SMOpHOHAa/IbHbIEe TKaHHU.

OCHOBHBIMY TPUHITAUTIAMU JUATHOCTUKH XPOMOCOMHBIX 3a00/1eBaHU
SIBJISI€TCS BU3Ya/IbHBIMA QHA/IM3 XPOMOCOM IOJ, MUKPOCKOoM. Jl1s1
MCCJIeTOBAHMS BRIOMPAIOT XOPOIIO OKpallleHHbIe, TTOTHbIe
MeTada3Hble IUTACTUHKYU C TOYHBIM PaCIIOIOYKeHUEM XPOMOCOM.



JledyeHue

Ilenu neyenusn:

- aKTUBU3ALUS TICUXUYECKOTO PA3BUTHS;

- IOTMTO/THEHUE MTACCUBHOTO M aKTUBHOTO CJIOBAPHOTO 3aMaca;

- KOpPEeKL s TOBeAEHUS;

- IOBBIIIEHHE YMOIIMOHAIBHOTO TOHYCQ, HACTPOEHUsI peOeHKa;
- 0Oy4yeHMe HaBbIKaM CaMOOOC/TY)KUBaHUS;

- COLIMAJIbHAS AJANTalUSI.

HeMeaukaMeHTO3HOe€ jiedyeHue:

- UHAWUBU/lya/IbHbIE 3aHSITUS C JIOTOIIE/IOM;
- BAHATHS C IICUXOJIOTOM;

- KOHAYKTHBHAs Mearoruka;

- JIPK;

- MaCCax;

- dusnoneyenme.



Me,Z[I/IKaMEHTOBHOC JeyeHue

[1lpoKo UCIONB3YIOT B MOC/IeJHEee BpeMsi IpenapaThl HOOTPOITHOTO Psiia - HEUPOMPOTEKTOPBHI, C
L[e/IBIO0 YTy4YIIeHHsI OOMEHHBIX MPOLLECCOB B TOJIOBHOM MO3TY. BO/IBIIMHCTBO HOOTPOITHBIX
MPEMNapaToB B CBSI3U C UX NICUXOCTUMY/TUPYOIIUM AeHCTBUEM, HAa3HAYAIOT B MEPBYIO MOJIOBUHY THSI.
[TpogomKUTEe TBHOCTH KYPCOB JIeYeHUsI HOOTPOIIAMU COCTAaB/IsSIET OT OJHOTO /10 ABYX-TPEX MeCSILIEB:
1epeOpPOTM3MH, AMITY/TbI 1 MJI B/M; MUPALleTaM, aMITy/Ibl 5 MJT 20%); THHKrO-01/106a (TaHaKaH),
TabJIETKU 40 MT; TUPUTUHOJ rUApoxaopu, (aHuedabos), Ipajke 100 MT, CYCIIEH3HS - 5 MJT
coiepXKUT 80,5 MI' TUPUTUHOJA (COOTB.100 MT TTMPUTHUHOJIA TUIPOXIOPH/IA).

OH1eabos - MUHMMYM MPOTUBOTIOKA3aHUM, Pa3pelleH K MPUMEHEHHIO C TePBOTO TO/Id YKU3HU.
JlosupoBaHue cycrieH3uH (C comep)KaHueM B 1 MJT 20 MT dHIlehabosia) JeTsAM 3-5 JIeT - CYyTOUHAs
Z03a 200-300 MT (12-15 MI' MAaCChl TejIa) Ha3HAYAIOT B 2 MPHUEMA - YTPoM (Toc/ie 3aBTpaKa) U THeM
(mocsie JHEBHOTO CHA Y MTOJIZHUKA).

[TpogomxuTe TBHOCTH Kypca 6-12 HeJie/Tb, 1ieieco0O0paseH AIUTe/TbHBIN MPUeM, IIPU KOTOPOM
MOBBIILAETCS] pA0OTOCIOCOOHOCTD M CITIOCOOHOCTH K 00yYeHHIO, YTyqIIAIOTCS BBICLINE TICUXUYECKUe
dyHKIHH.

AKTOBEruH, aMIysbl 2 MJ1 80 MT, fpake-PpopTe 200 MI AKTUBHOTO BELIECTBA.
HelipomeTabonryeckuii mpemnapar, COAePIKAIINi UCKITIOYUTETbHO GU3UOIOTUYECKHe
KOMIIOHEHTHI. JleTsiM Ha3Ha4YaeTcst B fpayke-GopTe, IIPHUEM JI0 eIl 110 Y2 -1 Ipa)ke 2-3 pasa B IeHb (B
3aBHCHMOCTH OT BO3PACTa U BHIPAKEHHOCTU CUMITTOMOB 3a00/I€BaHMST) [IO 17 YaCOB.

[Tpogo/mKUTEe TPHOCTH TEPATIUH 1-2 MECSLIA.

AHTHMOTIPOTEKTOPHI C LIe/IbI0 YTyYLIEHHST MO3TOBOT'0 KPOBOOOPAllleH!sI: BUHIIOLIETHH, IMHHAPU3VH.

Butamunsl rpynimsl B: Bi, B6, B12, HelipoMyabTUBMT - clieljMa/IbHbIN KOMIIEKC BATAMHWHOB TPYIIIIBI
B c HampaB/ieHHBIM HEHPOTPOITHBIM JIeMCTBHEM, HeypoOeKc, GponreBasi KUC/IOTa, AeBUT.

CemaTvBHAs Tepanusi O MOKa3aHUSIM: HOOdEeH, HOBO-TIaCCHT.



[Ipopunakrnyeckme MepONPUATHS:
1. [IpodmnakTrka TpaBMaTH3Ma.

2. [IpodumakTrKa BUPYCHBIX U OaKTepHaIbHBIX
MH}EKIINH.

JlanpHelIee BegeHUe: peryasspHble 3aHSATHSI C
jororenoM, 1edeKTOoI0roM, IICUX0JIOTOM, COITMa/TbHAs
azanTaius pebeHka, obpopMieHUE B
CHeLUATIU3UPOBAHHBIN JETCKUU Call, AETAM
IIIKOJIBHOT'O BO3PaCTa MPOXOXKIEHHE MeIHUKO-
reIaroruyeCckKoil KOMMCCHH JIJIsI pellleHUsT BOIIpoca 00
o0y4uyeHHH peOeHKa.



