3aKOHOMEpPHOCTU HacrieaoBaHUA NPU3HAKOB.
[ eHeTUKa yenoBeka.

e CTPYKTYpPHbIe YPOBHM OpraH1M3auum
HacneacTBeHHOro martepuvana
* Perynsauunsa akcnpeccun reHoB

e HacheacTtBeHHO OOyCrnoBMeHHbIe
pa3nuyuva noageun

 HapyweHusa kapuoTuna u ux
dheHOTUNNYECKOE NposABNeHue

e [eHeTUYECKMN MO3anLuUnU3M
e CTPYKTYpPHbIe aHOMaNn XpPOMOCOM



HacnenCcTtBeHHOCTb-

CBONCTBO OpraHn3moB obecrne4yunBaTb
MaTepuanbHY U PYHKLUOHANBbHYHO
NpeeMCcTBEHHOCTb MexAay
NMOKOJIEHUAMM

HacneacrBeHHOCTbL 0OycrnoBnuBaeT
cneundPmnYHOCTbL OHTOreHe3a B
onpeaeneHHbIX YCNOBUAX BHELLUHEW
cpenbl



1.«HacnegcTBeHHOCTbY 2.

«HacrnegoBaHue»

1. B NOHATUE HAcNeaACTBEHHOCTb BXoaAUT
CBOUCTBO reHOB AeTepMUHUPOBATLb
nocTpoeHue NonunenTUaHoOm uenu u
pa3BuTUe Npu3HakKka

2. NTOHATUEe HacnegoBaHUe oTpa)kaeT
Hanun4yue npouecca, T.e.3T0 Crnocoo
nepeaavuv reHetTu4eckom nHdopmaumm.
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[eH

- yyactok monekynbl HK, Hecywunn
MHOpMaLUIO O CTPYKTYpe
nonunenTUaHoOM Uenu Unu
MaKpOMOIEKYnbl.



Monekyna OHK B kneTke
nonudpyHKUMoHanbHa, B cBA3n ¢ 3Tum B [1HK

nmetroTcs MocrieaoBaTeNbHOCTU KoTopble:

-KOHTPONUPYIOT 3KCNPECCUI0 reHoB
-KOHTPONUPYIOT pensiukauuio
-BKITHOYAIOT U BbIKIOYAKOT Apyrue reHbol



CTPYKTYpPHbIE reHbl

[lochnegoBaTenbHOCTU HYKINEOTUOOB
(reHbl), KOTOpPbIE coaepKaTt
MHOpMaLUIO O CTPYKTYpe
nonMnenTMaHoOu Uenu, a B KOHEYHOM
cyeTe O CTPYKTYpPHOM bernke
(dbepmMeHTbl, aHTUTENa, peuenTopHble
Oenku .....) Ha3bIBalOTCA CTPYKTYPHbIMMU
reHamm



PerynaTopHble reHbl

[lochnegoBaTenbHOCTU HYKINEOTUOOB
(reHbl), KOTOpPbLIE onpeaensaOT BpemMs,
MEeCTO U AJNINTENIbHOCTb BKNIOYEHUS
CTPYKTYPHbIX reHOB Ha3bIBalOTCH
perynsaTopHbIMN reHamMu



Cuctema onepoHa(®P.)Xako6,XX.MoH0,1961 r)
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ObLwasa cxema perynsumm
doyHKLMKM reHa
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Apumnbanbg 'eppon, 1902 r

* BnepBble CBA3b MeXAay reHaMmum U ux
KOHeYHbIMU npoAayKkTamu (6benkamm) oObina
obOHapyxeHa aHrnumnckum spadvyom A.['sppogom
B 1902 rogy

e AnkantoHypusa (doeHoTUNNUYeCKNn npu3Hak-
MOYa LBETA KpacHOro BnHa). ['o MHeHUto
[[9ppoga-aTo HacneacTBeHHoOe 3aboneBaHne
oOyCroBneHoO HapyLeHNEM a30TUCTOrO
obmeHa, B pesynibrate KOToOporo BMECTO
MOYEBUHbI B MOYEe COOEPXKNTCA KaKoe-TO
BELLIECTBO TEMHOIO L|BETA.



A.['appon n batcoH, 1908 r

e -DONbHbIE anNKanToOHypUueu ABNAITCA
peuecCUBHbIMN FOMO3UTOTaMMU.

 «[lo BMHe» peLecCUBHOIo reHa y HUX He
npoucxoauT Kakon-to oepMeHTaTUBHOMU
MmeTabonun4yeckou peakumun. OTcytcTBue
3TON peakuuu, B CBOK o4vyepeab, NPUBOOUT K
HaKOMJIeHUIO U BbiBeOeHUo cyocTpara,
KOTOPbIU B HOpMe pa3pyLiarncs obl B
pe3ynbraTte 3TOU peaKkuum.



[ OMOreHTu3nHoBas Kucrnorta ->

-> =2 MaJlenNH-aueTart -> H,0 + CO,
Okcunmpasa romMoreHTU3IMHOBOW KUCIIOThbI

\J
HAKalJinBaeTCA

N nepexoanTt B MOYY

[OMOreHTM3nHOBasa KncnoTa y 00sbHbIX
arnkanToHypuen Ha Bo3ayxe OKUCNSeTca U
YepHEeEeT, a Mo4a npmobpeTaeT uBeT
KpacHOro BMHa.



bugn, Tatym, 1940 r

[Mnotesa «OQUH reH - oguH PepmMeHT»
OrpaHuyeHus
- He Bce Dernku BbIMNOMHAT dEePMEHTATUBHYIO OYHKLIUIO

- He Bce Dernku COCTOAT U3 O aAHOW NoNunenTuaHou uenu
(onMromMmepHbie)

CoBpemMeHHas TpaKTOBKa
«OauH reH-ogHa nonunenTuaHas uenb»



Kon-Bo JHK B XpoMOCOMHOM

Habope 4ernoBeka

Ha rannougHbin Habop npuxoamTtesa 3x10° n.H
(map HyKNeoTnaos)
arMHa okono 1 m
Ha oaHy XpoMocoMy NpuxogauTcd B cpegHeM
-1,2x108 n.H.
AriMHa oKorio 4 cm

OHK B MeTacpa3zHon xpomocome
KomnakTu3soBaHa B 10* pa3 no cpaBHeHMIO C
NHTEepP@asHoOun



Cxema pa3nnMyHbIX YPOBHEN KOMMAKTU3aLUU XpoOMaTMHa

1. HyKneocoma
HyKneomep, «cBepxobycuHa» [MCTOHOBbLIE N HETMCTOHOBbLIE Oerku

3. XpomMmomep NMPUHNMAIKOT y4HacCTue.
1)B chopmmpoBaHumn
4. XpomMoHema CTPYKTYPbl XpPOMOCOM

5. Xpomocoma 2) B perynsiuMm aKCnpeccuu reHoB
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l nyneocomu COCAUHAKTCA
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nocpenctsoM ructosHa H1

CynepconeHoua
CTpyKTypa HUTK XpomMaTuHa anametpom 30 HM

COOH  COOH

»
o H,N




YpoBHU kKoMnakTudauum AHK

e 1- ypoBeHb- HYKINeocoMHbIN (150-200 n.H. 1 8
MOJIEeKYs1 rMcToHoB (no 2 mon H2a, H2B, H3 1 H4)
anameTtpom 10 HM

e 2-1 YPOBEHb- HYKIeoMepHbIn (8-10 Hykrneocom
o0beanHeHbl B BuAe rnobynsl no cnmpanu. Ha 1 war
6 HyKneocom)=corneHoua

e 3- YPOBEHb- XPOMOMEPHbIN (MNETNN KOMIMJIEKCA
OHK v ructoHoB. HykneonpoTenaHbIi KOMNEKC
NPUKPENNSAETCS K TaK Ha3. «AOEPHOMY CKENETY»)
CTeneHb KomnakTusaumm ~ 10°.

e 4-n ypoBeHb-MeTaasHasa XxpomMmocoma (crnmparbHas
yKnagka HUTen c obpasoBaHMeM cynepcprieHouaa.
Ha war ~ 10 netenb. [lnametp 2MKm)
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OBPA3OBAHUE NETNV NYTEM
CBAMXKEHUA AOHOPHOIO W
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CPAUWMBAHUE
TPAHCKPUNTA

Belpesantan wHTpoHHaR
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NMpouecc nepeaaun nHpopmauum ot AHK k 6enky,
Koaupyemomy pacuiensieHHbIM reHOM

Dk30H 1 Harpos 1 DK30H 2 HuTpon 2 DJK30H

AVAVAVAY

l Cuuares PHK

JTHK NN WY NNy

NIV PHK

-

HMuaouBUAYalbHbIE KOOUPYIOIHE PalOHBI
pas3aeiieHbl B '€HE




3a4yemM B npupoae BO3HUKIIA pa3opBaHHas CTPYKTypa
3YKapuoOTUYECKUX NreHOB = 3a4eM npupoae
NnoHagoobunocb BBOAUTbL CIIOXKHbIU npouecc
CMNJSIauCUHra n NpoueccuHra, BKro4varLero pa3pbIiBbl
n coeanHeHuns KoHUuoB PHK n yHu4YTOXeHUue %
CUHTe3npoBaHHOU npe-MPHK?.

'MnoTte3a: «CNnamcuHr, ¢ ero cnocodbHOCTbIO 0ObEONHATL
pasbeNHEHHbIE Y4aCTKMN B OOUH reH, MOXET UrpaTtb BaXkHYHO
PONb B 3BOSTOLUN XUBbIX OPraHM3MoB (MOXET 00beANHATL
pa3Hbl€ reHbl B OOWH, criegoBaTenbHO pasHbIX NONMNeEnTUOAHbIX
uenewn B ogHy. Takmm nytem ferko MoryT BO3HUKHYTb HOBbIE
rEHblI).

OHK-nonumepasa 1 npeacraeneHa 1 nonunentuaHoOW LENbHO,
HO COCTOUT U3 pa3HbiX depmeHToB: cobcTBeHHO [AHK-
nonnmepasbl 1 3HOOHYKIea3bl. [lBa AoMeHa obpa3ytoT 2
KOMMaKTHble YaCTuLbl, CBA3aHHbIE KOPOTKUM NONUNENTUOHbLIM
MOCTMKOM.



OK30H-UHTPOHHAA CTPYKTypa
OHKOreHa pS3 4YenoBeka
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TpaHcnopTHaa PHK

_1 J (b)
P TVCG loop Acceptor stem

(alanine)

- AMUHOKUCHOT
a AnaHvH

TR .
: Anticeden Anticodon loop

. AHTMKOOOH




PnbocoMHbIN UMK CMHTE3a bernka
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CoBpemeHHan Teopus reHa

[eH-4yacTb monekynbl [HK, apnawwanca pyHKLUNOHaNbLHON e ANHULIEN
HacneacTBeHHoON MHdopmMmauumn

[eH 3aHUMaeT onpeAaeneHHbLIN Y4aCTOK (NMOKYC=LUUCTPOH) B XPOMOCOMeE
BHYTPU reHa MOryT npoucxoamTb peKkoMmouHaumum

OHK. Bxoasuwasa B cocTaB reHa, cnocobHa kK penapauuu. He
penapupyemMbie noBpexaeHUs NPUBOAAT K MyTalUsAM.

CyLLeCTBYHIOT reHbl PerynaTopHbie U CTPYKTYPHbIe (MoandpukaTopbl U
Apyrue)

PacnonoxeHue TpunneToB (KOAOHOB=CAUTOB) B CTPYKTYPHbIX reHax
KONMMIMHWAPHO aMUHOKUCNOTaM NONMNEeNnTUAHON Lenunu, Koaonpyemoun
AaHHbIM reHOM (MOXeT ObITb CABUI PAMKU CYUTbIBaAHUA)

[eHOTUN, OyAY4YM ANCKPETHLIM (COCTOSALLUM U3 OTAENbHbLIX FTEHOB),
bYHKLIMOHUNPYET KaK eAUnHOoe Lienoe

[eHeTUYECKUU KOO YHUBEpcaneH

[eHeTMYECKMMN KOO BbIPOXAEHHbIN (A1 MHOMMX aMUHOKUCIOT
cylwiecTByeT 6oryiee 0gHOro KogoHa)

[eHbl pacnonaralTcsa B XpOMOCOMe B JIMHEMHOM nopsaake u obpasyior
rpynny cuenneHus.




} e-8%

~ 90% Oone3Heu c
HacneaACTBEHHbIM
npeapacnosioXXeHnem

TpaBMmbl,
oXxoru



YacTHble pa3genbl reHETUKKU
yenoBeka

- | eHeTuka




B Poccun exxerogHo poxpaetca 40-50 Ha
1000 neten c BpoxxaeHHOMU
HacrnegcTBeHHOW naToriorneun

 40% paHHen MnNageH4YeCKoOUu CMEepPTHOCTU U
MHBanugusaumm odycnoBrieHo
HacneAcCTBeHHbIMU (haKTopamu;

e 30% KOEeK B AeTCKUX NNeYeOHbIX
yuypexaeHnAax 3aHuMaroT geTu c
HacneacTBeHHOWU naTtonorveun:

e Oornee NONOBUHbLI U3 HUX NOrMOalOT OYeHb
PaHO UM MMEIOT XPOHMYecKne 3aboneBaHus.



 HacnencrteBeHHble OonesHn
BCTPEeYalTCa B NpaKTU4eCKOU
OesTernbHOCTU Bpaya nobdou
cneumnanbHOCTU T.k.

* ¥ 11-16% 60nbHbIX, NOCTYNAKOLINX B
neguaTpuyeckme oTaeneHunst KNMHUK
OVNarHOCTUPYIOT reHeTUYecKmne
3aboneBaHus.



8,5% neten ymmpatlot ot 3abonesaHum,
CBA3aHHbIX C FTEHHbIMU MYyTaLUUAMMU;

2,5% peten ymmpatrot ot 3aboneBaHum,
CBA3aHHbIX C XPOMOCOMHbIMWU HapPYyLLUEHUSIMU;

31% peten ymmnpatloT OT Tak Ha3biBaeMOW
OTArOLLEHHOCTMN HacneACTBEHHbIMU NMPU3HaKamum.

Utoro 42%

17% peten ymmparot oT 3abosieBaHnm
HEen3BeCTHOM Npupoabi.



bornbLion NpoueHT D0MbHbIX C
HacrneacTBeHHOW NaTorornemn:

B reMaTosfIorM4ecKkmnX KnmHUKax;
16% B geTckon Hedponormu;

50% peTckou cnenoTbl COCTaBNAKOT
HacneacTBeHHble aHOMauu;

50% 06O0SIbHbLIX C HApPYLUEHHbLIM CITyXOM-
HacreacTBeHHas NaTosiorug;

Taxenble popMbl HacneacTBeHHOW NaToNornm
coctaBnaoT 1-2%. Ha 5 MIH XX1UBOPOXOEHHbIX
npuxoauntcs 50-100 TbicAY geTen ¢ Taxenoun
BpPOXXOEHHOW U HacneacTBEHHOW NaTONoOrnen.



MAKKbIOCUK 2005 roa

Bcero onncaHo 6 678 cuHapomoB u
NPU3HaAKOB Yy YerioBeKa cpeau HUX —

e 4458 -ayTOCOMHO-OOMMHAHTHbIX
e 1730 -ayTOoCOMHO-peLecCUBHbIX
° 412 - X — cuenrfieHHbIX
o 19 -y - cuenneHHbIX

. 66 — muTOXOHAPUANBLHO-
HacneayembIixX



JTan akTUBHOIO U3y4YeHuUs

MUTOXOHOPWanbHbIX OOIE3HEN-

bonesHen, 0OycrnoBneHHbIX HapyLLeHNEM
doYHKLUMN MUTOXOHAPUN. DTO OOYCNOBIIEHO
OBOWHBIM rEHETUYECKMM KOONpPOBaHMEM DESKOB
OITEKTPOHHO-TPAHCMOPTHON Lenn aaepHbIMU U
MUTOXOHApPUAaNbHbIMU reHaMu.

N3BeCTHO 66 camMocToATENbHbIX
HOo3010orn4yeckmnx doopm, cBA3aHHbIX C
MyTaunamm mutoxoHgpuanbHou OHK,

KOTOpble XapaKTepu3yrTCA «MaTePUHCKUM
HacregoBaHUeM»



[TlepoKCcnUCOMbI=MUKpOTENbLLIA-OpraHennbl
anametpom 0,3-15 MKm

e -OCODOEHHOCTbIO agBNAeTCa KaTanntndeckoe
pacLienneHme H202 Ha HZO " 02, nog OencTeBmnem
KaTtanasbl.

e HacneaocTtBeHHblIe HapyLWEeHUA NePOKCUCOMHOIOo
OKMCNEHNUA-OCHOBA MHOIMUX TAXenblIX
3aboneBaHuUn AgeTckoro Bo3pacTta. [1posensaioTca
9Tn 3aborneBaHusa nopaxeHnem UHC, opraHoB
3peHus, ne4eHn, aHomanum ckeneta. 3sectHo 11
Ho3osorn4yeckmx oopmM nepokcrucomarbHbIX
bonesHen n CMHOPOMOB.

 Bbone3Hb Pedhcyma -B OCHOBE rrnybokoe HapyLueHne
doyHKUMN nepoKkcmcom ¢ aednumMtom oKkcuaasbl
dontTaHOBOU KUCNOTbI N HApPYyLLUEHMEM MPOLIECCOB €€
b- oKncneHus.



KapuoTtun

-AnNNonaHbI Habop XPOMOCOM,
XapaKTepusyrLnnca CoOBOKYMNHOCTbLIO
MPWU3HaKOB : YNCIIO,

pasmep,

opma,
OCODEHHOCTU CTPOEHUS



Tunbl meTadpasHbix XxpomocoM (MakKbrocuk)

Kopotkoe
CrnyTHHK IJIe4Y0

IleaTpomepa

/ \ \ / [lenTpomepa b

Hoxxka

JMHHOE

/ IJ1e490

Teno- Axpo- CybOmera- Mera-
LEHTPUYECKHE LIEHTPUYECKHUE LIEHTPUYECKHUE LIEHTPUYECKHUE

Tunbl metadazubix xpomocom [MakKbiocuk, 1967. C. 25]
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CuHapom KnanHdensrepa (47, Xxy)

Beicokui pocr
OvcyTcreue 3anbicMH Ha nby---... !

~ EBHYXOMAHbIA W cnerkd
(heMUHU3UPOBAHHLIN rabuTyc

Cnerka cHuxeH 1Q

Mnoxoit pocT 60POAbl--ccemea-.

TeHaeHUMA K BbINaaeHUIo R
BONOC Ha rpyam™~

«=== = [YHEKOMACTUA
,’5
\ )-- Octeonopos

$
'

Atpodua TecTukyn
(Ty6ynapHbIit cknepos;
runepnnasua Knetok fleigura)

Moua:
roHagotponuHel 1
17 ketocTeponabl |



OCHOBHblE (PEHOTUNUNYECKME MPUSHAKN NPU
cuHgpome KnanHdensrepa
- EBHYXOBNOHOE TEJ10CJTIOXKEHUNE,
- HEAO0Pa3BUTUE MOJ10BbIX OPraHOB,
- Y YacCTu r’MHEKOMaACTUS,;

- Yy NONOBVHbI 6OMbHBIX YMCTBEHHAsA OTCTanocThb
(Nerkoe CHWXeHWe NHTENNEKTa, TPYAHOCTM B
06YyYEHNUN YTEHUIO U MUCBMY);

- BClbJ1IbYUBbI, UMIMYJ1IbCNBHbI, J1IETKO NMonaaatoT rnoa
BIIUSIHNE CUSIbHbIX JINYHOCTEW;

- XX3HEeCNnoCcoOHOCTb NMOHWMXEeHa.



47, XYY

OCHOBHbIe heHOTUNn4YecKkue
NMPU3HaKun:

-BbICOKUU POCT;
-acouuaribHbIN U
arpeccuBHbIN (a MHoOrAaa
NPecTyrnHbIN ) TUN
noBeaeHuUs.




47, XXX




CuHopowm LepeweBckoro —TepHepa 45, XO
XO-cuHapowm.

MuHumarneHble OuazHocmu4YecKue rnpu3HaKku:
OTEK KUCTEWU U CTOM; KOXHble CKMNagKn Ha LUee;
HU3KNN POCT, BPOXAEHHbIE NOPOKN cepaua
(NMMMdOTUYECKNN OTEK cepaua); nepBmnyHas
aMeHopesd; nonHaga nnn 4YactuyHass MOHOCOMMUS
no X-XpoMOCOME.

KnuHu4yeckas xapakmepucmuka. TUNnnYHble
npu3Haku cuHgpoma TepHepa: HU3KUU POCT
(B 98 % cny4aeB), KpbINOBUAHbIE KOXKHbIE
CKIaaku Ha wee (56%) (puc. 135, a, 0),
Lunpokasi rpyaHas knetka (60%), X-obpasHoe
NCKpmBIieHne rorneHeun (56%)

..........




X-XPOMOCOMHbIE aHeynnonaun y YyenoBeka

Kapuorun

XXY
XXXY
XXXXY

XXX

XXXX o XXXXX

Mo3auku XXY/XY u
XXV/XX

Mo3zankun XXX/XX
X0

Mo3zauku XO/XX n
X0O/XXX

Pa3ziauunbie X-
XPOMOCOMBI

XYY
XXVYY

denorun

Cunapom Kiaitngessrepa
Bapuant cunapoma Knaiingeabrepa

I'ny0okasi yMcTBeHHasi 0TCTAJ0CTh; CWIbHOE He0pa3BUTHE
MOJIOBBIX OPTaHOB; PAJAUOY/JIbLHAPHbIA CHHOCTO3

HNHorna jierkasi 0JMro(ppeHusi, HENMOCTOIHHbIE HAPYLLICHHU S
(pyHxuuu ronajg

DOusndyecku HOPMAJbHBIEC] THAKEJIad YMCTBCHHAsA 0TCTAJIOCTD

Cxonen ¢ cunapomom Kiaitngenbrepa, nnoraa ¢ 0oJiee
CIVIAKeHHBIMUA CUMIITOMAMU

Cxozen ¢ XXX
Cunapom Tepuepa

(TepHep); oueHb pa3Hble CTENEHN MPOSIBJICHUSA

CTpyKTypHBIC aHOMAJIMH

Bbicokui pOCT; HHOIIA AHOMAJIUU MOBEIEHUSA

Bbicokmii pocT; B 0cTaJBbHOM cX0eH ¢ cuHapoMm KiaaitHdeabTepa

Ipubdau3ureabHas
4yacTora

1/700 myxuuH
~1/2500 myKk4uH

Ouennb peakmii

1/1000 :xeHIMH

penkuii

~5-15% 00JBbHBIX C
CHHAPOMOM
Knaindgeasrepa

Penknii

~1/2500 xeHIMH TpH
POXKIEHUN

He peaxui

He peaxue

1/800 myxumnH

Pepkun



CuHapomMomMm [layHa (47,XX +21; 47,Xy+21)

Oetun c cuHapomom [layHa.
A. EBponeougp.

b. Herpoua.

B. MoHronowua.

Oowwue npusHakm cuHapoma [layHa 6onee

3dMeEeTHbI, YeM paCoBble Pa3JiInviusi.
(Courtesy of Dr.T.M. Schroeder-Kurth.)




CrHapo




Puck poxaeHusa pebeHka ¢ cuHapomom [JayHa

B 3aBUCUMOCTU OT BO3pPaCTa MaTepu
(uugbpbl 01151 XKUBOPOXKOEHHbIX paccHumaHhl 8 Kaxxoou 8o3pacmHou 2pyrine)

Bo3pacT maTtepu YactoTta Ha 1000 poaosB Puck

Jlrobon Bo3pacr 1,5 1/650
30 net 1,4 1/700
34 ropa 2,0 1/500
35 net 2,2 1/450
36 net 2,5 1/400
37 net 4,0 1/250
38 net 5,0 1/200
39 net 6,5 1/150
40 net 10,0 1/100
41 roa 12,5 1/80
42 ropa 16,5 1/60
43 ropa 20 1/50

44 ropa 25 1/40



OCHOBHbIE€ KIMTMHUYECKNE CUMIMTOMbI TPUCOMUMN
no xpomocome 13 _ XY+13) (cuHgpom MATAY)

.

downsyndromeratiua



OCHOBHbIE KITMHNYECKNE CUMMNTOMbI TPUCOMUMU MO
Xpomocome 18 (47, XX +18) (cungpom daBapnaca




OCHOBHbIe BPOXAEHHbIe MOPOKU

ABYCTOPOHHSASA fyvyeBasi KOCOPYKOCTb C anna3uem | nanbua, ykopo4eHue |
nanbLUa cCTon KOHTPaKTypa B Ta3o0eApeHHbIX U KOJNIeHHbIX CycTaBax;
MUKPOreHusi HU3KO pacnosioXxeHHas u aechopMMpoBaHHas yLHas PpaKOBUHA;
dnekcopHoe nonoxeHue nanbLeB KUCTU.



OCHOBHbIe BPOXAEHHbIe MOPOKU
npu cuHpopomMme daBapAaca

HopaxceHHa;I CUCTCMAa U HANMCHOBAHHUEC IIOPOKA  KOJI-BO

[TopaxkeHHasi cucTemMa M1 HaMMEHOBaHUE TTOPOKa

(mpu3HaKa)

Mos3roBoiu yepen u IO

Mukporenust

Husko pacnonoxxennbie U (Miau) aehopMUPOBaAHHBIC

YIIHBIC PAKOBUHBI

Jonuxomnedanus

Bricokoe HeOo

Pacmennna neba

MuxkpocTomust

OnopHo-ABUTATEIbHBIN anmapar

DIIEeKCOPHOE MTOJIOKEHUE KUCTEN

JucranbHoe pacrnionoxenue | manbia Kucreu
I'mnomiasus v atiazua 1 masjepla KUCTEr
Kopotkuii u mmpokuii 1 nanen cromnbl

Croma-kagajika

'KoskHast CHHIaKTHIINS CTOII
Kocomanocts

Kopotkas rpynuna

HHC

['unoriazus u amna3us MO30JKUCTOTO Tejla

I'unoruiazus Mo3keuka
I'maza (MukpodTambMus)

KOJI-BO

100
96,6
95,6

R
78,1
15,5
71,3
98,1
914
28,6
13,6
79,6

76,2
49,5
34,9
76,2
20,4
8,2

6,8
13,6

(mpu3HaKa)

CepaedHo-cocyaucTasi CucTema

JlepexThl MEXKETYTOUYKOBOH MEPETOPOAKH,
B TOM YHCJIC€ BXOJSIINE B KOMOMHHUPOBAHHBIC
MMOPOKH

JedexTsl MexInpencepaAHon MeperopoiKH,

B TOM YHCJI€ BXOJSIIHNE B KOMOMHUPOBAHHBIC
MIOPOKH

Amnua3usi OTHOM CTBOPKM KJIaraHa JIErOYHOM
apTepuu

Armuia3usi OTHOM CTBOPKH KJIalaHa aOPThI
Opransl nuiieBapeHus

JnBepTrkyn Mekkens

He3zaBepnieHHbIM NOBOPOT KUIIEYHUKA
ATpesus nuiieBoa

ATpe3us JKEeJITYHOTO My3bIPs U JKETYHBIX XOI0B
DKTOMNUS TKAHU TOKEITYI0YHOMN KEIE3bI
MoueBas cucrtemMa

CpaiieHue nmoyek

ViBoeHHEe MOYEK U MOYECTOUHUKOB

Kuctel mouek

['unpo- u Meranoyperep

[TonoBbie OpraHsl
Kpunropxuzm
I'nnocnagus
['uneprpodus knuropa

90,8
77,2
65,4

25,2
23,8

18,4

15,5
54,9
30,6
16,5
9,7
6,8
6,8
56,9
27,2
14,6
12,6
9,7
28,6
43,5
9,7
16



Yem Gonblle reHeTUYECKOro Mmatepuana Tem xyxe. B
NepBylo o4epeab cTpadaeT UHTENSEeKT.

B pe3ynsrate XpoOMOCOMHbIX MyTaumn n abeppaumn
BO3HMKAET AncbanaHc reHeTU4YECKOro martepvana,
KOTOPbIA NPUBOAUT K HAPYLLUEHUIO MCUXNYECKOTO U
donsunyeckoro pas3sutna. AHomManumm BoO3HUKAaKOT B
LLUMPOKMX Npedenax: oT anMMmnHaumm oo
XXM3HECNOoCOOHOCTN. AHOMANMM NO KPYNHbIM
XpOMOCOMaM BCTpeYarTCH pexe, YeM No MesiKUM.
HexBaTKW reHeTM4ecKkoro matepuarna nepeHocsTcs
Tshxernee. Yactora BCTpe4yaeMOoCTU XPOMOCOMHbIX
HapyLLUEHNN 3aBUCUT OT TOrO K KAKOMY XpOMaTUHY
OTHOCUTCHA HapyLleHne. Hanbonee yacto
BCTpeyatoTca HapylwleHusa no 8,13,18,21,X
Xpomocomam.B aTux xpomocomax borsbLue
rerepoxpomaTtuHa.



®PATUJIBHOCTDb (nomkoctk) N0 X XPOMOCOME

46, fraX




KneTo4YHbIN=XPOMOCOMHbIN=

=reHeTUn4YeCcKnm Mmo3anumn3m
ABJieHNe, Korda B COMaATU4HYEeCKUX KreTKax

OHOro opraHM3mMa MMeeTcd pa3HbIin HAboOP
xpomocom (46,XX/47XX+21; 46XY/45,X0)

Bo3HMKaET B pe3ynbTaTe HepacxoxaeHus
XpOMOCOM BO BpemMs MUTO3A.

[lo HacneacTBY MO3auKU He nepenaroTco, T.K.
N3MEHEHNSA XPOMOCOMHOIo Habopa UMeLoT
MECTO TOSIbKO B COMAaTUYECKUX KINETKaX.



CTPYKTYpPHble aHOManun

XPOMOCOM.
* U3o0xpomocombl 46,IX = 46,un3oX
e NNeneuunu 46,XX,5p = 46,XY,del Sp

e TpaHcnokauumn 46,XX,t(9:22)

* AHBepcumn 46,XX,inv16

e U130BbITOK 46,XX,dup18g

e HexBaTku 46,XX,del5Sp = 46, XX,5p"

 KonbueBble Xxpomocombl 46,XX,r18
46,XY,r18



ObpasoBaHne N30XPOMOCOM MyTEM
pasgeneHns LeHTpoMeps.l

NMpoponbHoe

HopMe

MonepeyHoe AHadpaza
PdopmupoBaHme u3o0-

) &




CHAPOMOM YaCTUYHOW TPUCOMUM
NpoKcUManbHOro otaena annHHoro nneda 14
XPOMOCOMbI

syepenHo-nNuLEeBbie aHoOManuu;
*YMCTBEHHas OTCTaNoCTb;

*MMOPOKUN cepaLa;

«AyNnuKaLums gucTtanbHoOM Yactn 14q




deHOTUNNYECKHNE nposBJIieHUA NPpU Aerieynsax

4p
«Kowaynm Kpuk» -
Cnaboymue +
[Mopokn pa3suTus mosra +
Mwukpouedanus +
Konoboma pagyxHon 0605r04ku +
[MnepTenopusm +
OnNUKaHT (+)
[NT03 +
Kocornasue (+)
[Mnonnasns Hoca 1 BEPXHEN YeroCcTH -
AHOMarnus yLHbIX PaKOBUH +
ATpe3ns Hapy>XHOro CryxoBOro Npoxoga -
MwukporHaTus +
Pacwennenne Heba +
Mopok cepaua (+)
'Mnocnagusa +
Kapuec -
'vMnonnasunsa nanunnapHbIX JIMHUNA +

YBenunyeHne 4yncra 3aBUTKOB Ha MarbLeBbIX nogyLieykax =

(+)

(+)



TpaHcnokauuun

Y

PeuunpokHble HepeunnpokHble Po6epTcoHOBCKMe
(obmeH y4acTkamu mexay (4aCTb FEeHETUYECKOrO (aKpOLLEHTpUYECKME
ABYMSs1 HETOMONOrM4HbIMM Matepuarna nepexoanT  ynomocombl coeamHaoTCs

XpoMocoMamm) Ha rOMONOrNYHYHO ApYr C ApYroM B 06mnacTtu

XpoMocomy) LIeHTPOMEpbI)



[TpHUMN UEHTPUYECKOTO CINAHUSA
(pobepmcoHo8CKasa mpaHcriokayus)

TpaHcnokaunoHHas
Xpomocoma
YTpara oparMeHTOB [loyepHaa kneTtka

(2 paspbiBa)
CbanaHcupoBaHHas 3uroTta
MMEET Ha OLHY XPOMOCOMY
MEHbLUE, YEM HOpMarnbHas



Hocutenb )
c6anaHcMpoBaHHOM 3A0poBbIN Cynpyr

TpaHcrnokaunu
21
1
2 1
300pOBbIN HexunsHecnocobHbIn Cungpom [ayHa Hocutensb

cbanaHcupoBaHHOM
TpaHcnokaumm



TPAHCJTOKALUA MO X-XPOMOCOME
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4 PaszpbiB

4 Pa3pbiB

A

ObGpasoBaHue KonbLEeBOM XpOMOCOoMbI B ¢pase G.,.
A. [1Ba pa3pbiBa B OQHOU U3 OBYX CECTPUHCKUX XpomMaTua.

b. BoccoeanHeHne pasopBaHHbIX KOHLIOB; cnapusaHue parMeHToB
C roMoIsiorm4HbiMn XpomatngHbiMn cermeHTaMu.

B. Ta Xe konbLeBad XxpoMocoMa B MeTagrase yenoBeka.



A. ObpasosaHue Konbuyesou xpomocombl 8 G1 ¢pase
u cyobba makou XpOMOCOMbI 8 MUMO3€

O 3

coeOuHeHue HopMaribHas AHaasa:
pa3spbiea pennukayus 2 Konbya

« paspele W-

4paspbl8  nomeps gppacmeHma

E. ObpasosaHue Kornbuesgol xpomMocoMbl 8 G2 ¢hase




EBreHunka (rpey.eugenes=xopoLlero poaa,
3HATHOrO NPOUCXOXOEHUSA, XOPOLLEN pachl)

y4YeHuMe O HacrneacTBEHHOM 300POBbE
4yernoBeka U NyTHAX ero ynyyleHus



HOMEHKJTATYPA YMCTBEHHOU OTCTANOCTU

( YMcmeeHHO omcmaribilu Yesi08eK 3mo «UHOueuo,
HecrnocobHbIlU K He3asucuMoU coyuasibHoU adanmayuuy)

Cnabad [lebun 7-10

Tsbrenas y CriaboyMHbIN 3-6
(cpeaoHepaHroBbIN)
Taxenas

(HU3KOPaHroBbIN) AP e




* boree BbicOKas Yactota cpean YMCTBEHHO
OoTCTallbIX NpuxoamnTcda Ha gonto Mankdnkos (1,8
Ha 1000), oObsCHSETCS TEM, YTO ITOT NPU3HAK
cuenneH ¢ X-xpomocomomn. 46,frax
(pparnnbHOCTL=TIOMKOCTb X XPOMOCOMbI).

* bonesHn cBA3aHHbIE C HapyLleHneM penapauumn
[OHK:-MmHOrMe cnHaopombl C ayTOCOMHOM
HeCTabUNbHOCTBLIO UMM NOMKOCTbLHO. [1pu
YMCTBEHHOMN OTCTaNoCTU OOHapyXnnu
HecTabunbHOCTb ayTocom:2,6,7,13,16.



