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1. lNosaBneHune y YernoBeka 3arapa ABndeTca NpMmMepom
N3MEHYNBOCTHU

1) KOMBUHaTNBHON

2) MyTaLMOHHON

3) reHoTMnMYeckom

4) moandukaLMoHHON

2. Kak HasbIBaloT MyTaLmo, NPy KOTOPOW NPOUCXoauT
MOBOPOT y4acTka XpOMOCcoMbl Ha 180°7?

1) XxpoMmocomMHas
2) reHHas

3) reHoMHas
4)xombuHaTBHas

3. MyTtauuun moryT 6bITb 06YCrOBMnEHb!

1) HOBbIM COYETAHMEM XPOMOCOM B pesynbrare
CINUsIHNA rameT

2) nepeKkpecToM XPOMOCOM B Xofle Melio3a

3) HOBbIMW COYETAHNAMU TEHOB B pe3yribrate
onnogoTrBopeHUdA

4) U3MEHEHUSMMU rEHOB U XPOMOCOM

4, MyTaLI,I/IOHHaﬂ M3MEeHYNBOCTb, KOTOpPad nepenaetcs rno
HaclneacTtBy, BOBHUKAET B MHOIOKI1€TOMHOM OpraHnM3mMe B

1) coeanHUTENbHOWN TKaHW
2) NONOoBbLIX KreTkax

3) nnasme KpoBu

4) MEeXKNeTo4yHOM BeLecTBe

5. KombnHatMBHasA N3MEHYMBOCTb MOXET ObITb
obycrosneHa

1) yBenuMyeHnem 4yucra reHoB

2) YyMEHbLUEHMEM YMCa XPOMOCOM

3) HOBOW KOMOVHaLUMEN reHOB B reHoTune

4) n3MeHeHnemMm HabopoB XPOMOCOM

6. KombrHaTMBHas M3MEHYMBOCTb NPU3HAKOB
NPOSABASIETCS MPU Pa3MHOXEHUM

1) nonosom

2) C NOMOLLbIO cnop

3) BeretaTMBHOM

4) 6ecnonom

1. Monunnonana — ogHa n3 opM N3MEHYNBOCTU
1) mogmmnkaLmMoHHOM

2) MyTaLUNOHHOM

3) KoMBnHaTMBHOM

4) cooTHOCUTENBHOM

2. Pasnuuusa mexay ogHosnueBbiMM 6rnmsHeuamm
00ycrnoBneHbl

1) BIMAHWEM BHELUHEN cpeabl Ha eHOoTUN
2) pasHbIM TUNOM HacnegoBaHUA

3) pasHbiMUK reHoTUnamMmu 6rmn3HeLOB

4) MHOXeCTBEHHbIM AEeNCTBUEM reHa

3. K kakon popme N3MeHYNBOCTU OTHOCUTCSA
POXAEHNE KOPOTKOHOrOM OBLbI?

1) COOTHOCUTESbHOM
KOMOUWHaTUBHOM

)
3) MyTaLUNOHHOM
4) mogmpmnkaLMoHHOM

4. PerynsapHble 3aHATUA (PU3NYECKOWN KYNBTYPOU
crnocobCcTBOBaNM YBENNYEHMIO MKPOHOXHOM
MbILLLbI LUKOMbHUKOB. OTO N3MEHYMBOCTb

1) MyTaumoHHas

2) reHoTMNM4eckas

3) MmogudumKaLmMoHHas
4) KombuHaTuBHas

5. MNpoayKTUBHOCTb CEMbCKOXO3ANCTBEHHbIX
XVUBOTHbIX B YCITOBMSIX XOPOLLEro KOPMIEHUS U
yXo4a NoBbILAETCs, YTO CBUAETENBLCTBYET O
HanM4Ynn U3MEHYMBOCTU

1) MyTaunoHHOWM

2) MogndurKaLMOHHON
3) KoMBMHaTMBHOM

4) COOTHOCUTENBHOMN

6. lNoBopot yyacTtka monekyny AHK Ha 180° —
3TO MyTauus

1) reHHas

2) reHOMHas

3) XxpoMocomHas
4) ayTocoMHas



1-4
2-1
3-4
4-2

6-1

OT1BeTHhI

1-2
2-1
3-3
4-3
5-2
6-3



MeToabl N3yveHn4 HacnegcrseeHHOCTU YeJsioBEKa

NeHeanoruyeckunmn LlnToreHeTu4yeckmnmn BnusHeuoBbLIN Bunoxummnueckumn

CocTtaBneHue n
nccriegoBaHue
POOOCIIOBHbIX.
N3yyaeTtca tmn
HacnegoBaHUSA
npu3Haka.

CocTaBneH cnncok
AOOMUHAHTHbIX U
peLeCCUBHbIX
NPWU3HaKOB;
onpeneneHa
cTeneHb pucka
HacneacTBEeHHbIX
3aboneBaHun.

N3yyatoTcs
XPOMOCOMHbI€E
Habopbl 300POBbIX U
OonbHbIX Noaen,
MMKPOCKOMMYEeCcKoe
CTPOEHME XPOMOCOM,
MNX rEHHbIN COCTaB.

YcTaHOBMNEHDI
MHOrOYUCNEHHbIE
XPOMOCOMHbIE U

reHeTn4yeckue

HapyLLUEeHUs,

COMpOoOBOXAaMLLNECS
HacrneacTBEHHbIMU
oonesHaAMM.

N3yyatoTcs
doeHOoTUNMYecKme v
reHOTUNUYeckne
0COBEHHOCTU
6rmM3HeLoB.

BbisicHeHa ponb
HacrneacTBEHHOCTU W
cpenbl B pasButum

opraHm3ma 4erioBeka.

N3yyaeTcs
XUMWYECKUI COCTaB
BHYTPUKIIETOYHOW
cpeabl, KpoBN,
TKaHEeBOW XXNAOKOCTU
opraHmama.

BbisBneHbl 6one3Hu
obmMeHa BeLLecTB,
CBSA3aHHbIE C
HacneacTBEHHOCTbIO
yenoBeka.







AnbbuHnam- nar. albus,
oenbin -
BPOXOEHHOE MOJSIHOE
U1 YyacTnyHoe
OTCYTCTBUE
NMrMeHTa MenaHuHa
B KOXe, Bonocax,
pagyxke rnaasa.




=  «MYKOBUCLINAO3». ITO CaMOe
pacnpocTpaHeHHoe
HacneacTBeHHoe 3aboneBaHue.
OHO nopaxkaeT BCe BHYTPEHHNe
opraHbl, BblAensawowme crimab,

B NEpPBYIO ovepenb — nerkne

N NULLEBAPUTESIBHYIO CUCTEMY.
B Haweun cTpaHe HocuTenem
9TOro reHa sABNAeTCcs Kaxabln
anBaauaTbin Xutenb. HegaBHO
9Ty O0fe3HbL Hay4Ynnnch
neynTb. Tenepb NMOAn C TaKUM
OVarHo3oM MOoryT, Kak

N OonbHble AnadbeTom, BECTU

| G MNOSTHOLEHHY0 XWU3Hb, Nony4vas
By nogaepXuBatoLlee fevyeHue.

 3noposbie merive  MyKoBHCLMg03




CuHgpom MapdaHa -
HacrneacTBeHHoe 3aboneBaHne
coeanHuTenbHon TkaHMCUHAPOM
MapdraHa - HacneacTBeHHoe
3aboneBaHne coegmnHUTENbHON TKaHU
, NposiBNAoLeecs N3MeHEHNSIMU
CKeneTa: BbICOKMM POCTOM C
OTHOCUTENBHO KOPOTKUM
TynosuwemCunHgpom MapdaHa -
HacrneacTBeHHoe 3aboneBaHune
COEANHUTENBHON TKaHU |,
nposiBnAarLeeca N3MeHEHUSIMU
cKeneTa: BbICOKMM POCTOM C
OTHOCUTENBLHO KOPOTKUM TYNOBULLEM
, AMHHBIMW NayKoobpasHbIMU
nansuamnCuHgpom MapdaHa -
HacrneacTBeHHoe 3aboneBaHune
COEANHUTENBHON TKaHU |,
nposiBnarLeeca N3MeHEHNSIMU
CKeneTa: BbICOKUM POCTOM C
OTHOCUTENLHO KOPOTKUM TYNOBULLEM
, ANMMHHbBIMM NayKooOpa3HbIMU
nansuamm (
apaxHogaktunaCuHgpom MapdaHa
- HacnegcTBeHHoe 3aboneBaHne
COEANHUTENBHON TKaHU |,
nposiBNAlLLEECA NU3MEHEHUSIMU
CKeneTa: BbICOKUM POCTOM C
OTHOCUTENBLHO KOPOTKUM TYNOBULLEM
, ANMMHHbBIMM NayKooOpa3HbIMU
nanbuamu ( apaxHogakTunus ),
Pa3sboNTaHHHOCTLIO




= CnHgpom
[1aH0 —
PACTAKUMOCTb
coeguHUTENbH
OW TKaHWU




XpOMOCOMHBIE 00J1e3HH

TOCOMHbBIE M

IHOJIOBBIC

Cunppowm lMaTay (Tpncomumsa no 13
Xpomocome). Habnogaetcs ¢ 4acToTou
1 Ha 5000 pogoB. Y HOBOPOXOEHHbIX
cpenHsas Macca Tena. YMCTBEHHas
OTCTanoCTb TsHKENnasa, MHOrnme AetTu
cTpagatoT rnyxoton. Hepenko
obOHapyxuBaeTcs ymepeHHas
MUKpoLedanusa ¢ HaBucarLwmm nbom,
bonbLuMe aHaTOMUYECKNE OeeKTbI
MO3ra, He3apalleHne HEDa N BepxHen
rybol. Yacto HabntogatoTcs nonepeyvHas
nagoHHas cknagka, nonnaakTunus u
y3Kune BbINyKNble HOIMU Ha nanbLax pyk.
bonee 4yem B 80% cnyyaes
PErMCTPUPYIOTCHA BPOXKAEHHLIE MOPOKM
epaua. bonbWMHCTBO 60sbHBLIX (70%)
acTONbKO CEPbE3HO MOopaXKeHbl, YTO
ornbatoT B Bo3pacTe 40 6 MecsLEB,
onbko 20% aoxueaeTt Ao roga.



= CuHgpom 3aBapaca (Tpucomus No
18 xpomocome). [lononHuTtensHaa 18
Xpomocoma obHapyxumBaetca y 1 ns
3000 HOBOPOXOEHHbBIX.
HoBopoXxaE€HHbIE OKa3bIiBaOTCA NNMOO
HEeOHOLLEHHbIMWU, MO0 ManeHbLKUMHK
A5 CBOEro Bo3pacTta, C rmnonnasven
CKENEeTHOW MyCKynaTypbl 1
NOAKOXXHOM XXNPOBOW KNETYaTKM.
YacTto nposiBnaerca mukpouedanua,
HWU3KO NOCaXXEHHbIE YPOoaNBbLIE YLLIN
N pacLienuHa rybol nnm Heba.
[locTtaTo4yHO YacTo HabnogaeTcs
OTCYTCTBME CKNaAKn Ha MU3MHLE,
0CcobbIN XapakTep pacrnonoXeHus
KOXHbIX F[PeOHEN Ha KOHYMKaX
nanbueB. Hepeako HabnogaeTcs
YKOPOYEHNE NN Jaxe OTCYyTCTBUE
OonbLUIOro nanbLa Ha Horax,
KocosianocTtb, cuHaakTunus. Moryt
NMeTb MeCTO AedeKThl
MEXOKeNyao4YHOM Neperopoaku,
OTKPbITbIN apTepuanbHbIA NPOTOK,
aedekTbl MexnpeacepaHomn
neperopoakn, aHoMmanumm KnanaHoBs
NEro4yHOW apTepuun 1 aopThl,
BPOXXOEHHbIE aHOManun Nerknx,
anadparmbl, MOYEK U MOYETOYHUKOB,
rPLRKN, CKNagku Ha wee. bonbHble
XUBYT HECKOJTIbKO MECSILIEB, A Y TEX,
KTO BCE € BbPKUBAET, BbISIBIAETCS
TshKenasa ymcTBeHHasi OTCTanocCTb.




|80 A8 43 88 53 38 83

TRTRTIN P ELE

16 7

X% XX [AAr] 24 B
1 54 20 21 22 XY

XapastepHa nonepeyra ccnaaxa Ha gonoki
[www.medword.rnet/ syndrome_down.htm)

CuHgpowm [ayHa. Jlrogu,
cTpagaroLine 3Tum 3aboneBaHneM,
NMEIOT HEMPOMOPLMOHANBbHO
MareHbKY ronoBy, XapakTePHbIN
paspes rnas, HU3K1UI POCT, KOPOTKNE U
KOopoTKoMnanble PyKn 1 HOru,
aHOManum MHOIMX BHYTPEHHUX
OpraHoB, crneundunyeckoe
Bblpa)keHne nuua, Ans HMX
XapakTepHa yMCTBEHHasi OTCTanoCTb.
Kpome Toro, y 40% 60mnbHbIX
cuHgpomom [layHa HabntogaroTcd
pasnuyHblie NOPOKK cepaua.

N3yyeHne kapuoTtmna Takmx 60nbHbIX
nokasano Hanuyme OOornofHUTESTbHOMN,
TO eCTb TPeTbEN XPOMOCOMbI B 21
nape (Tak HasblBaemasi TPUCOMMS).
[MpUYMHbBI TPMCOMUM CBS3AHbI C
HepacxoXXgeHnem XpoMoCcoM B xoae
MeWno3a Y XeHLWunH. VIHbiMn cnoBamu,
nauneHT MMeET BO BCEX KNEeTKax He
46 XpoMOCOM, KaK B HOpMe, a 47.



CHOPOM «KOLUAYbEero Kpuka»
(Bbl3BaH BbiMageHNeM —
Aerneunen KopoTKoro rnneva 5-ou
Xpomocombl). OH
XapaKTepu3yeTcs nradem,
HanoMuHatlowemM MAayKaHbe
KOTEHKa. OTOT CUMMNTOM
NpoABsAeTcAa cpasy nocrie
poXaeHunst pebeHka un
COXpaHAeTCcs B Te4YeHne
HECKOSIbKMX Hedernb, a 3aTeM OH
ncyesaet. [Ana 60nbHbIX
XapaKkTepHa HM3Kkasi macca Tena
npu poxaeHnn, Mukpouedpanus,
accumeTpus nuua nnu
nyHoobpasHoe NnLO C LLUMPOKO
NocTaBNEeHHbIMIIIa3amMu,
aHTMMOHIONOWAHbIN pa3pes rnas,
Kocornasue, Lumpokas
nepeHocuua. Yium HU3Ko
noca)eHbl, aHoMasibHON (OOPMblI,
4YaCTO C Y3KUM Hapy>XHbIM
CITyXOBbIM NPOXOA0M.
HoBOpOXOEHHLIE HYAaCTO MMEIOT
NOpPOK cepaua, YMCTBEHHO U
don3nonorn4yeckn saMmeTHo
oTcTatoT. YacTb O0ONbHbIX
OOXMBAET A0 B3POCOro
BO3pacTa.



AHOMAJIMHU MOJIOBBIX XPpOMOCOM

CuHppom KnanHdenbsrepa
BCTpedaeTcsa y ogHoro u3 400-600
HOBOPOXAEHHbBIX Marb4YNKOB U
NPOSABNSIETCS B HEAOPA3BUTUU
NEPBUYHbIX N BTOPUYHbIX MOSTOBbIX
NPU3HAKOB, NCKaXXEeHUN MPOnopLnK
Tena. Y Taknx 60nbHbIX B COMaTU4ECKNX
KrneTkax obHapyxeHbl Ternbua bappa,
KOTOpble HMKOrda He obHapyXmBatoTca y
300POBbIX MY>X4YUH. [1Na OONbHbIX
TUMNNYHbI BbICOKUIA POCT, EBHYXOBUAHOE
TenocnoxeHue. NonoBoe co3peBaHne
HacTynaeT BOBPEMS, OAHAKO POCT BOSIOC
Ha nuue cnabbin. B pegkux cny4vaax
OOnbHbIE HYXXOAKTCA B Ie4EHUM
TECTOCTEPOHOM. KrnnHmn4yeckue
NPOSIBIIEHUS 3HAYUTENBHO BapbUPYIOT:
BOONbLUMHCTBO MY>XYNH 47 XXY BHELLHE
HopMarnbHbl, 06r1agatT HopMarbHbIM
WHTENMNEKTOM, HO CTEPUSIbHBLL.Y HUX HET
3a0€EPXKKN MCUXUYECKOTO Pa3BnUTUS, HO
JOBOJIbHO YacTo 60fbHbIE UMENU
HEBHSITHYIO peYb U 3aMeffieHHoe
cnyxoBoe BocnpusiTne. OgHako 3aHATUA
Cc noroneaom oObIYHO OKa3biBannCb

3o peKTUBHbLIMN.



bonbHblE C cCUHAPOMOM
LLiepeweBcKkoro-TepHepa MMeroT
XapakTepHbIN PeHOTUN: Hannyme
KPbISTOBUOHOW LLEMHOW CKIaaKu,
HMU3KOPOCIOCTb,00LLas
AucnnacTMYHocTb, 6oukoobpasHagd
rpygHas KrneTka, yKOpodeHme LLEN,
HU3KWK POCT BOSIOC Ha LUee,
BbICOKOE, «roTnyeckoe» Hebo,
3agepkKa NonoBOro pasBuTus,
ameHopesi, becnnoane. Cenvac
N3BECTHO, YTO PSiA OOMbHLIX C 3TUM
CUHAPOMOM NpeacTaBneH
Mo3aukamun. HactoTta cuHgpoma
LLlepewueBckoro-TepHepa cpeau
HOBOPOXOEHHbLIX HEBENMKa (OaNH
Ha 2500). OH xapakTepeH TONbLKO
ONS XEHLWMH. Y OOMbHbIX 3TUM
CUHOPOMOM B siipax OTCYTCTBYIOT
Tenbua bappa. CyLiecTByroT 1
apyrue npumepbl bonesHen,
BbI3bIBaEMbIX Pa3NMYHbIMM
HapyLEeHUsIMU B CTPOEHUN
XPOMOCOM.



Cunapom Mopuca 46 XY-BbicOKas,
CTpOWHagd, ctaTHas, PU3NYEeCKn
CUNbHas! XXEHLLMHA C XOPOLLO
Pa3BUTbIMU MOMOYHbLIMU
»xenesamun. Horn yacto
HECKONbKO AfMMHHEee 00bIYHOrO.
[Mponopuwnmn Tena Takmx
NHOUBNOOB COOTBETCTBYIOT
CKopee COBPEMEHHbIM
npeacraBneHnsiM O )XEHCKOW
KpacoTte, YeM cpegHemy
TENOCNOXEHUID, NO3TOMY
HeyauBUTESbHO, YTO BONbHbIE
HEOOHOKPAaTHO BCTpeYanmcb
cpean MaHeKeHLML,.




HenpodndbpomaTos -
obe3obpaxunBatoLlee
3aborneBaHue,
Bbl3BaHHOE
pa3pacTaHnem
obonovek
nepundgepnyeckmnx
HEpPBOB.



IIpopuiakTuka reHeTHYeCKuX 00J1e3HeHn

OxpaHa penpoayKTUBHOIo 340P0BbS
MaccoBble CKPUHHUHIOBbLIE MPOrpamMmbl
[lpaBUnbLHOE NUTaHme

CHsATUe cTpecca

dunsnyeckasa akTMUBHOCTb

B0 1D —



- ,U, 3. B crniopmueHbIx cocmsi3aHUsiX cyuecmesyem

OO0Ha OerniukamHas ripobriema. OmoersibHble
rnpedcmasumeriu CusibHO20 rioJsia rbimarmcsi
copesHOBaMbCS C...XKeHWUHamu. Y crnaboeo rona
nbimaemcs 8blu2pamb MY)XX4YUHA... 8 XXEHCKOM
obrnuysbe! Bbiugpamb — He 8 criope pasHbIX, a y mex,
Kmo emy 3agedomo ycmyrnaem. Oka3bleaemcsi, makoe
1717YmMo8cmeo 803MOXXHO. Cyuwecmayrom criocobsb!
obmaHyme cyOeu. Kak He dorycmumsb rosiefieHuUsi Ha
)XKEHCKUX COpeB8HOBAHUSIX MYXXYUH?

= [Ipednoxxume criocob onpederieHus riosia, Komopakiu
661 uckmnoYar mobesie owubku. BeOb, Kak u38eCcmHo,
8HeWHOCcmb Yacmo obmaH4yuea.



