


[ToueMy onNbKH
XPOMOCOM TaK
BaX>XHbl ON9 YyenoBekKka

=

KpynHble SMeHEeHNS HacNeaCcTBEHHOIo
MaTepuana BAUSAOT Ha pa3BUTUE OpraHnU3Ma,
BbI3bIBAOT BPOXXAEHHbIE CUHOPOMDI,
becnnoane n HekoTopble onyxosn. OcobeHHOo
YA3BMMbl MEMO3, OMJIOQOTBOPEHNE N PAHHUI
aMbpuoreHes, Korga oaHa ownbKa MoXKeT
M3MEHUTb Cyabby KNETOK 1 BCEro opraHn3Ma.




[eHOMHbIe U XPOMOCOMHbIe MyTaLMn: OCHOBHbIE
onpeneneHus

+ + + + +

[eHOMHblE AHeynnongus Monunnonaus XpOMOCOMHbIe
MyTaunu

O6wmm NnpmnHLMN

bllie YyYaCTOK




OCcHOBHble BUAObl FEHOMHbIX MyTaL K

NMocneacrtBuA
InwHasa/Her
AHeynnionaus Tpucomuna 21 | CnHgpoMbIl pasBuTnA
XPOMOCOMbI
Y yenoBseka
Monunnongma | Aon. Haéopbl Xpomocom | 3n, 4n
HeXWN3HecnocobHa
Tpucomums OpfHa NnwHASA Tpucomna 21 | HapyuweHune 6anaHca reHOB
MoHocoMuA
MoHocomMuA OmOHa oTcyTCTBYET X Taxenbole HapyLleHuA

Tabnuua nokasbiBaeT, KAK MEHAETCHA YNCNO
XPOMOCOM N K KaKUM rnocrsiieaCctBmndaMm 3T1o
npmnBOAUT.

YeM cunbHee HapyLleHOo YMCNo XPOMOCOM, TeM
TAXKesiee nNocnencTensa ong pasBuTus
N XXN3HECNOCOOBHOCTW.

LLIKONbHbBIN KYpPC BUONOrNn; LMTOreHeTUYecKne
npencTaBNeHUs 0 FreHOMHbIX MyTaLuax



AHeynnonaun: pacnpocTpaHeHHOCTb
N XXN3HECNOCObHOCTDb

B Ku3HecnocoGHOCTL

PasnuyHblie aHeynnonanm no-pa3HoMy COBMECTUMDI
C pa3BUTUEM: OQHU NO3BOMAIOT AOXUTb

00 POXKAEHUS, Apyrue 4acTo NpuBoASAT K paHHEW
rmbenn amMmbpmoHa.

Tpucomma 21 Hanbonee XM3HeCnocobHa;
ayTOCOMHblIE MOHOCOMUN B OCHOBHOM HECOBMECTUMDI
C pa3BUTUEM.

0O606LWweHne cBegeHni WKobHOM bronormm
N KTIMHNYECKOM UMTOreHeTUKU




HepacxoxxaeHre XpoMOCOM KaK NpUYMHa reHOMHbIX

MyTaL
+

Owunbka B Meno3se |

Ecnun He pacxoaaTcsa roMonornyHble
XPOMOCOMbI, 06pa3yoTCA raMeTbl

C TNWHEN NN HepocTaloWwen
XpoMocoMou. Nocne onnogoTBoOpeHUS
Takas ownbKa 3akpennaeTcs

B KApMoTune 3nroTbl U MOXXET MOBIUATDb
Ha BECb OPraHuU3M.
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Owmnbka B Meno3e |l

Korpa He pacxoaaTcsa CeCTPUHCKME
XpoMaTuabl, pe3ynbTaT TOT XKe: YaCTb
raMeT nony4yaeT HenpaBWbHbIA HA6OP
XPOMOCOM. ITO HapyLwaeT 6banaHc
reHOB y)Xe Ha 3Tarne obpa3oBaHUS
NOJSIOBbIX KNETOK.
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Bo3pacT MaTepu

C BO3pacToOM NoBbiILLaeTC BEPOATHOCTb
OLLMNOOK B Meno3e, NoToOMy YTo
MeXaHWU3Mbl yaep>KaHus

N pacxoXxaeHmsa XpoMocoM paboTaroT
MeHee Hage)XXHo. [103aToMYy pUCK
aHeynaonamim Bo3pacTtaeT y No3aHUX
bepeMeHHOoCTEN.

SIS

NTor ona suroTbl

[aMeTa ¢ XpOMOCOMHOM OLLNBKON
nocne CANAHUSA ¢ HOpManbHOU KNEeTKOM
obpasyeT 3UroTy ¢ USMEHEHHbIM
KapunoTunoM. [lanbiie BO3MOXKHbI
BbIKMAbILW, BPOXXAEHHbIV CUHOPOM

UM MO3anLN3M.



OT oWwMbKKM peneHns KNeTkn K HacneacTBeHHOMY
HapYyLeHUIo

CxeMa nokasblBaeT, Kak cobon B AeNEHNN KNETKMN MOXKET npmBectTnn K "NSAMeHeHHoOMY KapmnotTumny m pa3HbiM NCXO0OaM

Pa3BUTUA.




[leneyunn: ytpata ydacTKa XpOMOCOMbI

bl YTpaumnBaeTcH NONHOCTbLI. M3-3a aToro
deTCAd UX AO3NPOBKa N COlrNMacoBaHHas pa60Ta

{HOe YNCJ10 T’eHOB N Bbi3BaTb YaCTUYHbIE HapyLLeHUNA,
K TA>XXeJ1bIM BPpO>XXAEeHHbIM CUHAOPOMaM U 3aepirKKe

e KOPOTKOro rnjieya 5-m XpoMOCOMbI, @ CUHAPOM
3 XOPOLLUO NnokKasbiBakT BAnaHue notepun JHK

0 Pa3BUTUSA Ba)KHbl HE TOJIbKO CaMU reHbil,
bllieHWEe [03bl MOXKET HapYLNTb PaboTy LenblixX



Llynnnkaumn: yaoBoeHme yyacTKa
XPOMOCOMbI
‘. BnnaHume Ha pa3BuTue

L’ [TOBTOp y4yacTKa

Lynnukaumna o3HavyaeT rnossneHue N36bITOUYHAA KONUSA FreHa MOXKET OTpa)aTbCH
OOMOJSIHUTENbHOM KONUKU pparMeHTa XpPoOMOCOMbI. Ha pPa3BUTUN HEPBHOW CUCTEMbI, CTPOEHUN OPraHoB
B pe3ynbTaTe N3MeHAeTCs [03a FreHOB, a KNeTKU " 0bLLeM cocTosHUKM opraHuama. NposasneHns
HauyMHaloT paboTaTb B YCNOBUAX HAPYLLUEHHOIO 3aBUCAT OT TOr0, KAKOM MMEHHO y4acTOK 6bl
‘f 6anaHca HacneacTBEHHOro Matepuana. 4 YOBOEH.

¢’ ¢
+ | z HacnencTBeHHble HapyLLIEHUS | I‘ 3BOIOLMOHHOE 3HaUYeHue
-:_=;]. rr HeKkoTopble oynankKauum cBa3aHbl . B sasonounmn gynamkaumm cHMTarnTCa BaXXHbIM __.
C HacneacTBEeHHbIMU 3ab60n1eBaHUAMU N 3a0,ePXKKOM MCTOYHUKOM HOBbIX reHoB. [ly6nnpoBaHHasa Konus

pa3BUTUA. YeM 6osblle yY4aCcTOK U UeM BaXkKHee v CO BpeMeHeM MOXKeT NpnobpecTm NHYI0 GYyHKLUIO
3aTPOHYTbIE FeHbl, TEM 3aMeTHee MoryT bbiTb | N cTaTb MaTepuanoM ansa nosaBneHmUs HoBbIX
KNMHUYeCcKne nocnencTBus. NPU3HaKoB.




MIHBepCUKN: pa3BopoT ydaCcTKa XPOMOCOMbI

pPa3pbiB,
ObITb BK
OpUeHTauuWn.
MaTepwuan He TepsaeTcH.

ncxoaunT
parMeHT MoXXeT
HOMN
reHeTUn4YecKmnm

2.

Yyac Ha 180 rpapycos
N BCTP ee MecTo.
Pasnunua

3aXBaTbIBaloLy
" NapaueHTpunuyvyeckue,
He 3aTparmBaroume ee.

omepy,

ecKue nHBepcum,

Hoc OKO BbIrNaauT
300p0 BaHUWM raMmeT
BO3pacTa aHCUPOBaHHbIX

XPOMOCOMHbIX B. 3TO MOXXET
npuBecTn K becnnoauto, BbiIkuablllam
NN POXKAEHUIO MOTOMCTBA C aHOMaNMAaMm,
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PeuunnpoKHbIN 0O6MeH

Mpu peunnpoKHOM TPaHCNOKaunm aBa y4yacTKa
obMeHnBaKTCA MeXxay HeroMonormMyHbIMU
XpoMocoMaMu. Ecnum npu aToM He TepseTcH

n He npubaBnsaeTca AJHK, HocuTenb MOXXeT HE UMETb
3aMeTHbIX BHELWHNX MPU3HAKOB.

Puck gna noToMcTBa

Bo BpeMs Menosa y HocuTena TpaHCcoKauum
obpa3sytoTca raMeTbl ¢ HecbanaHCMPOBaHHbIM
HabopPOM XPOMOCOM. ITO NOBbLILLIAET BEPOATHOCTb
BblKMAbllWewn, becnnoana nnm poxxaeHmsa pebeHka
C XPOMOCOMHbIM CUHAPOMOM.

TpaHcnokauunmn: obMeH yyacTkaMun Mexxay
HEeroMonorMyHbIMM XpoOMOCOMaMU

PobepTCOHOBCKOE CnAHUE

PobepTcoOHOBCKAasa TpaHCNOKaL A BOSHUKaET

NPU CANAHUN OBYX aKPOLLEHTPUUYECKUX XPOMOCOM
B 0OHY. TakoM BapmMaHT MeHSeT KapuoTun,

a He Bcerga ¢eHoTun, N03TOMY MOXXET A0J1ro
OCTaBaTbC He3aMeUeHHbIM.

CeMeunHbI cnHOpoM [layHa

HekoTopble ceMenHble cnyyam cuHapoma [layHa
cBSAA3aHbl UMEHHO C pObepTCOHOBCKOM
TPaHCMOKaUunen, Npm KOTOpPou AONOSHUTENbHbIN
MaTepuan 21-m XpoMOCOMbl NEPEHOCUTCSH Ha APYryto
XPOMOCOMY.




Mo3anum3m: pasHble KNeTKU
OoOHOro opraHm3ma

[Mlo3gHAa MyTauund

Mo3aunLmM3M BOSHUKAET, KOr4a olmnbKa MpoONCXOauT YrKe
nocJie onogoTBOPEHUS, B OOHOM 13 NMepBbIX KEeTOK
aMbpunoHa. Torga ns ogHowm 3nroTbl GopMUPYOTCH OBE
AN HECKObKO KNEeTOYHbIX JIMHUIA.

Pa3Hbi KapmnoTun

B opraHn3ame ogHoBpeMEHHO NMPUCYTCTBYIOT HOPMaJibHble
U USMEHEHHble KNeTKN. X COOTHOLWEeHME 3aBUCUT OT TOrO,
Ha KaKoM 3Tane npou3oLlsia MyTaumsa 1 CKOTbKO KNeToK
yCresno OoT Hee NPoOnN3onTMK.

Pa3Hasa Ta)XecTb NposABEeHUNI

YeM 6onblue 009 USMEHEHHbIX KIETOK U YeM Ba)KHee
nopakeHHas TKaHb, TeEM 3aMeTHee CUMNTOMbI. [MoaToMy
OOMH U TOT XXe TUMN MyTaLuM MOXKET NPOoABAATbCH OYEHb
No-pasHoMY.




XPOMOCOMHbIE CUHAPOMBbI, CBA3aHHbIE
C YMCNOBbIMN HApPYLUEHNAMMU

B OtHocuTenbHas X1U3HecnocobHOCTh

[unarpaMma rnokasbiBaeT, UTO O4MHAKOBbIN

no npupoae aedpeKT KapmoTuna MoXXeT No-pasHOMY
BNIMATb Ha pa3BUTKUE: MHOIoe 3aBUCUT OT TOrro, Kakas
XPOMOCOMa M3MeHeHa U HaCKOJIbKO HapylLleH banaHc

reHoB.

CaMbiMU THKeNbIMU 06bIYHO OKa3bIBAOTCH

ayTOCOMHbIe TpucoMnm 13 n 18, Torga Kak TpMcomMms
21 1 HapyLweHMs NONI0BbIX XPOMOCOM Yalle
COBMECTUMbI C YXU3HbIO.

YuebHasa cxemMa no TeMe XpOMOCOMHbIX aHOManum;
3HaYEeHUA OTPaXXakT OTHOCUTENbHYH XXNU3HECNOCOOHOCTb
ONS HAarnagHoOro CpaBHEHUS.
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CpaBHeHMe reHOMHbIX U XPOMOCOMHbIX MyTaL,Ui

® (0606LeHMe MaTepPUanNoB LWKObHOIo Kypca bmonorum

[eHOMHbIe XpPOMOCOMHbI€e
YTOo MeHseTcs Umncno Xxpomocom CTpoeHne XpoMOoCOMbI

MeTopabl BbisiB/IeHUA Kapwnotun, MNLP FISH, mukpomaTtpuya

Tabnuua nokasbliBaeT, YeM OT/INYAKOTCS ABa YPOBHS Pasnuune onpenenseTcs ypoBHEM U3MEHEHUS:
N3MEHEeHWIN HacneacTBEeHHOro MaTepmana n noyemy reHoOMHble MyTaLuu 3aTparmealoT Becb Habop,
OHU TPEBbYIOT pa3HbIX NOAXOA0B K 06bACHEHMUIO a XPOMOCOMHbIe — OTAeSIbHble YyYacTKK, HO obe

N OUarHOCTUKe. rpynnbl MOTYyT Cepbe3HO HapyLlLlaTb pasBuUTuHe.
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[IpUYMNHBI MyTaLMUN: CNOHTaHHbIE
M UHAYLMPOBaHHbIe GpaKTopbl
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OwnbKkn Céou NMoHn3unpytouiee XnMmyeckue PaHHWN aMBPUOH
& peninkaumnm KPOCCUMHIoBepa n3nyveHme | MYyTareHbl % 5
' . Ecnu noBpexxaeHune ’
i CnoHTaHHble MyTaLumn Bo BpeMa meino3a obMeH BHelwHMe MyTareHshl, HekoTopble BewecTBa NPONCXOAUT Ha PaHHUX
+ YaCTo BO3HMKAIOT, Koraga “  yyacTKaMu Mexay ©  npexae Bcero paavauus, U3MEHSIOT CTPYKTYpPY dTanax pasBnUTUA, OHO +
npu KonmpoBaHun OHK XPOMOCOMaMM OOMKeEH CNOCO6HbI Bbi3blBATb Monekynbl JHK 3 MOXKeT nepenartbcAd
BKpaabiBaeTCa OWNOKA. MOTU CTPOro pa3pbiBbl JHK WM MeLlakT ee TOYHOMY ¥ MHOMMM KneTkam
= Ecnn ee He ucnpasnaoT cornacoBaHHo. OwnbKa N XpoMocoM. Takme ‘ ynBoeHu. AddeKT opraHu3ma. lloaTomy
il cMCTEMbI penapauuu, . BOTOMMpOLIECCE MOXET _ rnoBpexAeHus ocobeHHOo 3aBUCUT OT [03bl, [aXke 0HO HapyleHue i
= M3MEHEeHMe CoxXpaHaeTcs NPMUBECTU K NMoTepe, - 0oNnacHbl, BpeMeHu BO3aenNCTBUA B Hauane aMbpuoreHesa L
B J0YEpHUX KNeTKax. yOBOEHUIO ecnu 3aTparmeatoT . M UYBCTBUTEJIbHOCTHU CMOCO6HO 3aMeTHO
N\ g NN NepecTpomKe KNEeTKM, yyacTBylolmne 4 KOHKPETHOW TKaHW. " V3MEeHWTb peHoTUM.

¢dparmeHToB OHK. B 06pa3oBaHMM ramMerT.



MeToabl BbiIBIEHUA XPOMOCOMHbIX HApYLLEHUN

I'Iepexou, OT KIIMHNYEeCKOro noao3peHuns K YTO‘-IHFII-OLIJ,EI7I reHeTUYEeCKOM AnarHocTumke

KapunoTtunupoBaHue yTOuHeHu1e FISH

" MMKpOManMLIHbIﬁ I |
- npuv HEOOXOAUMOCTU

CnMnNTOMbI Mopo3peHne?
aHanus

CekBeHunpoBaHue




buonornyeckoe 3HayeHne MyTaumnu

YacTo BpeaHbl

BONbWWHCTBO reHOMHbIX M XPOMOCOMHbIX MyTaLni
HapyLLalT cornacoBaHHyo paboTy reHoB, MO3TOMY
BbI3bIBAlOT TAXeJble NOCNeACcTBUSA AN Ppa3BUTUS,

3[0POBbSA U PenpoayKTUBHON GYHKLMMN OPraHn3Ma.

MaTepuran gng aBonroLnmn

MMeHHO MyTauunmM co3natoT HAacNeaCTBEHHYIO
N3MEHUYMBOCTb, HA KOTOPOW AENCTBYET
ecTecTBeHHbIV 0T6op. Be3 HoBbIX BAPMAaHTOB reHoB
N XPOMOCOM 3BOJIIOLIMOHHbIE N3MEHEHUS Bblnin Gbl
HEBO3MOXKHbI.

MHorpa HenTpanbHbl

YacTb nepecTpoeK He MeHSAeT 3aMeTHO PeHOoTUN
N MOXXET ObITb 06HapYy>KeHa TONbKO

Npuv reHeTUYEeCKOM aHanmnse. Takme BapmaHThI
NOKas3bIBAlOT, UTO HE Ka)Xaoe N3MeHeHune
0693aTeNbHO NPOABNSAETCH BHELIHE.

[1obpoKayecTBEeHHbIe BapnaHThI

Y uenoBeKa HEKOTOPbIE XPOMOCOMHbIE MepecTPONKM
CYLLLECTBYIOT KaK ONYCTUMble 0COBEHHOCTU
KapuoTuna. OHM He HapyLaloT 30,0POBbE,

eCJ/IN He 3aTparmBaloT Ba)KHble reHbl

N perynsTopHble yuYacTKW.




MeanuuHa mn npopmnakTuKa: paHHee
BbiSiBJIeH/E XPOMOCOMHbIX HapyLweHn

B Y31 I BrioxvMnyeckuii CKpYHUHT
B KapvotunupoBatve

B (cHeTvueckoe KOHCYLTYPOBaHWE

Pa3Hble MeToabl OMONHAT APYr ApYyra: oaHU
OLEeHUBAKOT PUCK, ApYyrme NnoaTBEPXAAlT ANarHos,
a KOHCY/IbTUPOBaHME MoMoraeT ceMbe NMOoHATb
pe3ynbTaTbl U BO3MOXHble LWarn HabnogeHus.

Hanbonee Hage)XHasa TaKTUKa — coyeTaTb CKPUHWHI

N noaTBepXaatolme reHeTuyeckme MeToabl, YTobbl
pPaHblUe 3aMeTUTb PUCK M BbiIbpaTb 6e30mnacHyto
cTpaTeruio BegeHmna bepeMeHHOCTW.

YyebHoe 0606LLeHMe NO NpeHaTaIbHOW ANArHOCTUKE;
00NN YCNTOBHbIE, MCMONb3YTCA ANA HarnagHoro
CpaBHEHUS ponen MeTOO0B.
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KaK XpPOMOCOMHbIE NUBMEHEHNA OTPaXXakTCH

Ha ¢eHoTune YyenoBeKa

Korpga nuwHasa XpoMocoMa
MEeHAEeT pa3BuUTUE

[la>ke ogHa gononHUTeNbHasa XxpoMocomMa
CNocobHa HapyLWKNTb COrlacoBaHHYO paboTy
MHOIMX CUCTEM opraHuama. lNpu Tpucommnn 21

3TO NnpodaBndeTCH 0COH6EHHOCTAMU BHELHOCTMN,

3a,|:|.ep>KK0151 pa3BnTUA N NoBbllLEHHbIM PUCKOM
BPOXAEHHbIX MOPOKOB cepaLla, XoT4d
>XM3HEeCcnocobHOCTb OCTaeTcH CpaBHUTEJIbHO

BbICOKOMW.

— ‘. ’ \ \ ?

[

= —
[ =]
" &
- -

[ToueMy MOHOCOMUA X
3aTparmBaeT

penpoayKLmio

[Mpn MOHOCOMUK X MEHAETCH He TOJNbKO
KapuoTun, HO 1 paboTa NoONOBbIX XeNnes, UTo
oTpa)kaeTcs Ha NONOBOM CO3peBaHUNA

n depTunbHOCTWU. Npn 3TOM HEKOTOPbIE
NPU3HaKM MOryT ObITb BblpaXkeHbl crabee,
yeM OXXmnpgaeTcsa No caMoMy Habopy
XPOMOCOM.

CBA3b KapuoTuna
N1 CUMMNTOMOB

CpaBHeHMe HopManbHOro Habopa
XPOMOCOM C aTUMNYHbIMU BapunaHTaMm
noMoraeT yBUAETb NPSAMYIO0 CBA3b MeXXay
YPOBHEM reHETUYECKOIro HapyLleHUS

N KNIMHUYECKON KapTUHON. YeM bonblie

3aTPOHYTbIM MaTepuasn, TeM LUMPE CMNEKTP
BHELUHMX N BHYTPEHHUX U3MEHEHUN.
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T1aBHbIM BbiBOA: MacwwTabd nameHeHmnsa HK
onpegender rnocsieaCrBuAd

[eHOMHbIE U XPOMOCOMHbIe MyTaunn pa3intv4aroTCd ypoBHEM HapyuweHnd, HO obe MOI'yT

Cepbe3HO BNUATb Ha pa3BuUTUeE, 300p0Bbe N HACNeaACTBEHHOCTb. HeM paHblLe U YeM
bonble 3aTpoHyTa JHK, TeM Ta)xenee nocnencTBus.



