[eHOMHble DOoNe3HN



[eHOMHbIe MyTaLn

[l - MyTamuu, KOTOpbIe MPUBOIAT K
N00aBJICHUIO JINOO yTpaTe OJHOM,
HECKOJIbKHUX WX MOJHOIO raljonIHOIO
HaboOpa XPOMOCOM.

[0 FTeHOM — COBOKYIIHOCTH
BCEX T€HOB OpPraHM3Ma; €ro
IIOJIHBIA XpOMOCOMHBIA HA00D.



I'enomHBbIE MYTAalOuH NMOAPA3ACIAOTCH HA TPHU BH/1A

+ 4

rarIONnIHbIC MMOJINIIJIONTHBIE AHCYIUIONTHBIC




langounausa

0 Tlannouausa, npoTUBOMNOMOXHOE NONUMNIIONANU ABIEHNE,
3aKknro4atouleecd B KpaTHOM YMEHbLLUEHUN Ynca XpoOMOCOM
Yy NOTOMCTBa B CpaBHEHUN C MATEPUHCKOM 0cobbio. [, Kak
npaBuno, — pesynberar pa3BUTUS 3apoibllla 13
penyumpoBaHHbIX (rannounaHbiX) raMeT nUnmn mn3a
dyHKUMOHANbHO paBHOLIEHHbLIX UM KNETOK
NyTEM anoMuKcuca, T. €. 6e3 onnogoTsopeHust. . pegko
BCTPEYaEeTCHd B XXMBOTHOM MUPE, HO pacnpocTpaHeHa y
LIBETKOBbLIX pacTeHUWN: 3aperncTpmpoBsaHa bonee yemy 150
BnaoB pacteHnn us 70 pogos 33 ceMeuncTB (B T. Y. U3
CEMENCTBA 3MaKkoB, NACNEHOBBLIX, OPXUAHbIX, DOOOBbLIX K
ap.). IaBecTHa y BCEX OCHOBHbIX KYNbTYPHbIX PaCTEHUMN:
NWeHUUbIl, PXK, KYKYpY3bl, pyuca, SMMEHS, COpro,
kapTodpens, Tabaka, Xronka, fibHa, CBEKMbI, KanycThl,
TbIKBbI, OrypLOB, TOMATOB; Y KOPMOBbIX TPaB: MATIINKOB,
KOCTpa, TUMOJOEEBKM, JTOLIEPHbI, BUKN 1 Op.



0 B assonounn Bnaos . cnyXnt ceoeobpasHbiM MEXaHU3MOM,
CHMXaloLWMM ypoBeHb NnougHocTu. . nonb3ytoTca ans
peLleHnst psiga reHeTu4eckux Npobnem: BbisiBNeHUs adodekTa
003bl reHa, nonyyYyeHna aHeynnounaos, Ans uccrnegoBaHus
reHETUKN KONNYEeCTBEHHbIX NPU3HAKOB, rEHOMHOIo aHanusa u
ap. B cenekunu pacteHun . nonb3yroTcd ansa nonyyeHud
N3 ransionaoB NYTEM YOBOEHUA Y HUX YMCna XPOMOCOM
FOMO3UIOTHbLIX NIMHUW, PaBHOLEHHbIX CAMOOMbINTIEHHbIM JTMHUSM
Npu NPON3BOACTBE MOPUOHBIX CEMSIH (Hanpumep, y KyKypy3bl),
a Takxe Onga nepeBoga cenekunoHHOro npouecca ¢
NonunIIOMAgHOro Ha AUNNOUAHbIN YPOBEHL (Hanpuvep, y
kapTodens). Ocobas popma [. — aHOporeHes, Npn KOTOPOM
A0p0 cnepmMud 3amellaeT aapo ANLEKIETKU, UCNONb3yeTca A
NONYy4YeHUA MYXXCKNX CTEPUIIbHbBIX aHaroroB Yy KyKypy3bl.



Iosmmnaounaus

0 (ot rped. polyploos — MHOronyTHbIW, 30€Cb — MHOIOKPaTHbLIN U
éidos — Bua), KpaTHOe yBesfin4eHMe Ymcna XxpomMocom B
KFfleTKax pacTeHUN UMK XUBOTHbIX. TepMUH nonunsonams obin
npeanoxeH B 1916 rogy HemMeuUKUM y4eHbIM BUHKNEepomMm,
n3y4vyasnm obpasubl aHOMarbHbIX (XMMEPHbIX) TKAHEN Y
nacneHa. NMonunnonama LLNPOKO pacrnpocTpaHeHa B Mmpe
pacteHnn. Cpeau pasaenbHONOoMNbIX XXMBOTHbIX BCTPEYaeTCs
penko, rnaBHbIM 0Opa3oM y ackapui U HEKOTOPbIX 3€MHOBOAHbIX.
[Tpy Monunnounauna HabnogarTCsa OTKNOHEHUS OT AUNSTIONAHOIO
4yycna XpoMOCOM B COMaTUYECKUX KrneTkax 1 OT ranfiongHoro — B
nonosbIX. MoryT BO3HMKATb KIETKU, B KOTOPbIX
Kakgasi XpoMocoMa npeacrasreHa Tpuxabl
(3 n) — TpunnongHble, YeTblipexabl (4 n) — TeTpannongHsle, NATb
pa3 (5 n) — neHTannongHsle u 1.4. OpraHn3mebl C
COOTBETCTBEHHbLIM KpaTHbIM YBENTMMEHNEM
HabopoB XPOMOCOM — [1/I0UOHOCMU — B KITETKAX Ha3bIBaKOTCA B
Lernom — nonmniongamMmu.



lMonunnoudusi umeem dee pa3HOBUOHOCMU:

[l Aemononurnnoudus - pesdyneraT KpaTHOro yBenuyeHus
rannongHoro Habopa xpomocom ogHoro Bmaa. C €€ NnomMoLbto
yaanocb oopMbl U CoOpTa rpedmnxu, pPXu, caxapHowu CBeknbl 1 ap.

[l Annononurnioudus - pesynsrtat oobeanHeHns HabopoB XPOMOCOM
pa3HbIX BUOOB rnocrie obpasoBaHnNa MEXBUAOBbLIX rMOpUaO0B.
[Mpumep: anblya, rmbpuna TepHa U AUKON CIBBI.

Cpedu pacmeHul nonurnouduss 4acmo
xapakmepu3syromcs boree MOWHbIM
pPOCMOM, KPYMHbIMU pa3mepamu,
8bIHOC/TUBOCMbIO.




AHeYyILJIOUIUS

]

(OT rped. an- — oTpuuarternbHaga npuctaBka, eu — BrOJSIHE,
ploos — KpaTHbIN U eidos — BUA), HacneacTBEHHOE
N3MEHEHME, NPU KOTOPOM KNETKU OpraHm3ama cogepxart
YUCIT0 XPOMOCOM, HE KpaTHOE OCHOBHOMY Habopy: OH
yMeHbLUeH Ha 1 (MoHocoMus), pexe 2 (HynnmMcomMus) unu
yBernuyeH Ha 1 Unm HeckKomnbko XpoMocoM. AHeynrongma —
NpUYNHA psiga XPOMOCOMHBLIX DOSie3HEN YenoBeKa

(cuHgpom [ayHa u gp.)



Cunapom /layHa

[ Kapuorun npeacrapieH 47 XpOMOCOMaMHd BMECTO HOPMaJIbHBIX
46, TIOCKOJIBKY XPOMOCOMBI 21-1 mapbl BMECTO HOPMAJIbHBIX
NIBYX, MIPEJCTABJIEHBI TpeMs KONUsAIMU. CyIIECTBYET €IC IBE
(OpMBI JAHHOTO CHHJIpOMa: TPAaHCIOKAIIMs XpOMOCOMEI 21 Ha
ApyTrue XpoMocoMbI (yaiile Ha 15, pexe Ha 14, em€ pexe Ha 21, 22
1 Y-xpomocomy) — 4 % ciydaeB, U MO3aMYHbIM BapUaHT
cuggapoma — 1 %. Ha kaxxaeie 750 3M10pOBBIX J€TEN POXKIACTCA
1 OonpHOI peOEHOK.

i bosie3Hb MpOosBIISIETCS] B PE3KOM CJ1a00YMHUM, CKOIIIEHHOM
paszpese mia3, YpOoJIJIUBOM TEJIOCIOKEHUH, IOPOKAX PA3BUTHS
BHYTPEHHUX OpPraHos. [Ipn ykopoueHun OJHOM XpOMOCOMBI 21 -
Ol TTapbl MOXKET Pa3BUTHCA TAKEIOE 3a00JIEBaHNE KPOBHU —
O€JOKpOBHE (37I0KAU€CTBEHHBIM MUCIIOJICHKO3).



Cunapom /layna

boJse3nb, 00yc/10BJIeHHASA
aHoOMaJIMel XpOMOCOMHOI'0O
HaOopa (M3MEeHEeHHeM YHCcjIa
WM CTPYKTYPbI AyTOCOM),
OCHOBHBIMHU MPOSIBJICHUAMHU
KOTOPOH ABJIAIOTCH
YMCTBEHHAs OTCTAJIOCTD,
CB0O€OOpPAa3HbI BHEIIHUH
00JIMK 00JILHOTO U
BPOKACHHbIE IOPOKU
pasButus. OaHa u3
HaunOos1ee
pPacnpocTpaHeHHbIX
XPOMOCOMHBIX 00JIe3HEeH,
BCTPEYAETCH B CPEIHEM €
yactorou 1 na 700
HOBOPOKICHHbIX.



Cunapom /layna n 3

0 V¥ MaabunkoB M JeBO4YEK 00J1e3Hb BCTPeYaeTcs OIMHAKOBO YacTo. JleTH ¢
cuHapoMoM /layHa yaie poxxaaTcs y NOKWIbIX poauresied. Eciia Bo3pact marepu
35 - 46 s1eT, TO BEPOATHOCTH POKIACHUA 00J1bHOIO pedeHka Bo3pacraet 10 4,1 %, ¢

BO3PACTOM MATEePH PUCK YBEJIUYHUBACTCS.
0 Bo3Mo:kHOCTH BOSHMKHOBEHHS MOBTOPHOTO CJIy4asi 3a00JIeBaHUS B CeMbe ¢
Tpucomuei 21 cocrasasier 1 - 2 %.




Cunapom KnaviHthenbTepa

0 Cunapom Kaaiindenbrepa BcTpeuaercs 'y 1 u3 500

MaJb4MKOB. /lo0aBouHass X-xpomocoma B 60%
CJIy4aeB HACJeAyeTcss 0T Marepu, 0COOCHHO Npu
no3aHe OepeMeHHOCTH. PUCK Hac/ie10BaHUA
OTIHOBCKOM XPOMOCOMBbI HE 3aBHCHUT OT BO3Pacra
orua. /lua cunapoma KinaimHdeabrepa xapaKkTepHbI
CJICAYIOIIUE MPU3HAKUA: BHICOKOPOCJIOCTD,
HENPONOPIUMOHAJIBHO JJIMHHbIC HOrU. HapyumeHnus
B PA3BUTHHU MOJOBbIX OPraHOB O0OHAPYKMBAKOT B
nyoeprarHoM nepuojae u mosauee. boabHbie, kKak
NPaBuHJI0, 0€CIJIOAHBI.



Cuxapom KnaiHdenstepa, 47 / XXY
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lliepewuescroro-TepHena

—y
)

0 Cunapowm llepemeBckoro-TepHepa — eqmHCTBEHHAs (opma ‘

MOHOCOMHUHU Y KUBOPOKJICHHBIX. KIMHUUECKH CUHAPOM

[IIepemeBckoro-TepHepa NposABIAETCS CIEAYIOIMMA IPU3HAKAMM.

Henopas3Butue MOJIOBBIX OPraHOB WJIM UX OTCYTCTBHE.

Berpeyarorest pasiiMyHble TTOPOKUA CEPIAEUYHO-COCYAUCTON CUCTEMBI

U 1oyeK. CHUKEHUSI WHTEJUIEKTA HE OTMEYAETCS, OJTHAKO OOJIbHBIE

OOHaAPYKMBAKOT SMOIMOHAIBHYIO HEYCTOMYUBOCTh. BHENTHUI BU

OOJIBHBIX CBO€OOpazeH. OTMEUAIOTCS XapaKTEPHBIE CUMITTOMBI:

KOPOTKasl IIesi ¢ U30BITKOM KOXH M KPBUJIOBUJAHBIMH CKJIAJIKAMU; B

IIOAPOCTKOBOM BO3PACTE BBISABISAECTCS OTCTABAHUE B POCTE U

Pa3BUTHUHA BTOPUYHBIX IIOJIOBBIX MPU3HAKOB; JJISI B3POCIBIX

XapaKTEpPHbl HApPYUICHUs CKEJIETa, HU3KOE PACHOJIOKEHUE YIIHBIX

PAKOBUH, TUCTIPONIOPIUH Tena (YKOPOUECHUE HOT, OTHOCHUTEIBHO

IIAPOKUI MICYEBOM MOSIC, Y3KUM Ta3).



Cunpgpom Llepelwesckoro-TepHepa, 45 / X0
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0 Poct B3pocabix 60abHBIX Ha 20-30 cM HHoKe cpeaHero. Jleuenue
00JIbHBIX € 3TUM CMHAPOMOM KOMILJICKCHOE U BKJIKYaeT B cels
PEKOHCTPYKTHUBHYIO M IJIACTUYECKYI XUPYPIHIO,
TOPMOHAJILHYI0 TePanuio (3CTPOreHbl, TOPMOH POCTa),
NCUXOTEPANMUIO.



Cnacumbo 3a
BHUMaHue!



