I'enemuka u meouuuna

O pa3pewume MHe
3a2a0Ky XXU3HU,

My4yumernbHO
CmapuHHYIO
3a2aocky...

Ckaxume, ymo
makKoe 4eJsl0Be€x.

[.[euHe

Hawu epayu
OOJIXKHbI, KaK
a3obyky,

3Hamb 3aKOHbI
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Cneuundunka yenoBeka Kak oobekTa
reHeTU4YeCKUX uccrieaoBaHUU

CNOXHbIN XPOMOCOMHGIN HAabop

[eHeTn4eckas HeogHOPOAHOCTL Nonyndaunn noaen
OTcyTCcTBME TOMO3UTOTHLIX JTMHUN
HeMHorouyncneHHoCTb NOTOMCTBA

Pa3Hoobpa3ne bMonorn4eckoro n coumnanbHoro
OKPYXXeHUA nogeun

MenoneHHasi cmMeHa NoKoneHunm

HeBO3MOXHOCTb NOMELLEHNA BCEX YI1EHOB CEMbU B
abCconTHO 0gMHaKOBbIE YCIOBUS

[TpoOomMKNTENBHOCTL XNU3HU NCcnegoBaTerien
consmMepuma C AfMTENbLHOCTLIO CYLLIECTBOBAHMUSA
obbeKkTa n3yyeHus



MeToabl N3y4e€eHUA HaCneaCTBEeHHOCTU
4eJ10B@Ka




Cxema poOocJsi08HOU
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HacnencrBeHHbIe O0Nne3Hn
«

B meanumMHCKOW reHeTuKe Hac4YMUTbIBaAEeTCSH OKOS0
3000 HacneacTBeHHbIX 3aboneBaHumn

Okoro 4 % HOBOPOXAEHHbIX AEeTEW CTpagatoT OT
reHeTUYECKNX NePEKTOB

1 n3 10 rameT 4YenoBeKka HeECET OLUMOOYHYIO
NHpopmMaLuo, 0OYCNOBNEHHYIO MyTaUNen

N3yyeHune n npodunnakTnka HacneaCcTBEHHbIX
GonesHen Yenoseka — NpeaMET Hayku, koTopas
HasbiBaeTca MEOULIMHCKOW TEEHETUKOW



MyTauuun — HacnencTBeHHbIE
U3MeHeHUA reHeTU4YecKoro matepuvana

o MyTaunn Bo3HMKAKOT BHE3AMHO, CKA4KOODOpasHoO.

e MyTaumn HacneacTBeHHbIE, T.e. CTONKO NepeaatoTcs u3
NOKOMNEHUd B NOKOMNEHMeE.

e MyTauum cnyyarHbl 1 HeHanpaBneHHbl — MyTUPOBATb
MOXXET 06O reH, Bbi3biBad U3MEHEHNE Kak
HE3HAYNTENbHbIX TaK N XXN3HEHHO BaXXHbIX MPU3HAKOB.

e OaHM N TE Xe MyTauun MOIyT BO3HUKATb NOBTOPHO.

e [lo cBOEMY NpOSABNEHUIO MyTaLMN MOTYT ObIThb
None3HbIMU 1 BpeaHbIMU, AOMUHAHTHLIMU U
PELIECCUBHBIMM.

° MyTaLI,I/II/I ObiBalOT ceHepamueHbIMU N coMamu4deCKUumMuU.



MyTaunm — npuyyHa reHeTUYeCKux
aHoOManuu

XPOMOCOM



[eHHbLIe O00oNne3Hun n aHomManuu
O

Y yenoBeka dasibmoHuU3M ( HECMOCODHOCTb pasnuyaThb
KpaCHbIN 1 3ereHbIN LBETa) 00yCNoBIeEH
cLenneHHbIM C NofIoM peLeCcCUBHbLIM NrEHOM C,
NoKann3oBaHHbLIM B X-XPOMOCOME. Y Cynpy>XeCKou
napbl, POAUNCA CblH — OAaNLTOHUK. YKaXuTe
BO3MOXHbIE TEHOTUNMbI poauTENEeN.

P: XX xX.Y
G: X :X_ X, :Y
FioX X XX :X.Y:XY

CbIH - 0asibIMOHUK



Jlanbemonuszm




TecThl HA ompeaeIeHHE

AAJTOHU3MA
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[emodbunnus
c .-

Bbi3biBaeTcs peLecCcuBHbIM reHOM, PacronoXXeHHbIM B
X — XpoMocoMe, MO3TOMY XKEHLLMHbI,
reTepo3nroTHble No AaHHOMY reHy, obnagator
HOpMaJsibHON CBEPTLIBAEMOCTLIO KpoBU. B Bpake co
300POBbIM MY>XYMHOWN XEHLLUMHA rnepenaeT NonoBmHe
CBOMX CbiHOBEU X — XPOMOCOMY C reHOM
remodounuu. lNpundem goyepun NMET HOPMarbHYHO
CBEpPTbIBAEMOCTb KPOBU, HO MOSIOBUHA U3 HUX —
HOCUTESNbHULLI FreHa reMoUuIinmn, YTo CKaXKeTcs B
OanbHeuweM Ha NOTOMKax MYXCKOro rnona.



«Llapckasi 60s1e3Hb»
(G

o bones3Hb KpoBK, cTaBLLas
NPUYNHOWN PaHHEU CMEPTU
MHOMMX HacrnegHUKoB
npaBAWNX AMHACTUM
BenukobputaHuu,
[epmaHun, NicnaHum m
Poccuu, pacnpocTtpaHsanach
cpeau NoToOMKOB
6putaHckon Koponessbl
Buktopuu, y KoTOpOoWu,
BMOMMO, U npounsoLuna
MyTauua reHa. bonesHb
eBPONencknMx MoHapxoB —
remodpmnus.




CeprioeUOHOK/1IemoYHasi
aHemus
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HacrneodoeaHue
ceprnosuUOHOK/Iemo4YyHoUu
aHemMuu
«

Pogutenu

- -
LR R

HOCUTENb 300pOB fonesxb HOCWTEeNb 300POB

Hetn



MHorue u3 aytocoMHO-peLLeCCUBHO HacneayeMbIiX reHHbIX
Oone3Hen NPUBOAAT K HapyLUeHUI0 OOMeHa BellecTB.
deHOoTUNNYECKOE NposBrieHue bornesHen ooMeHa BellecTB
OObI4YHO CBSI3aHO C OTCYTCTBMEM UIIN U3OLITKOM TOro UMK
WHOro Gerika — npoAaykKra OMoOXMMMYECKOMN peakumm

e [lpu peHunketoHypumn (10
cnydaeB Ha 10 TbIC. YeNOBEK)

Habnopaetca aeduunT P R

hepMeHTOB, KaTanm3npyrLLnX CuHres benka OeHv/nanaH/HoKcaasa

npeBpaLleHne aMMHOKUCSIOThI
doeHnnanaHnHa B TUPO3UH.

o ®deHvnanaHuH HakannueaeTcs L 1 | |

[DernanaH/H

MeHunvpoBuHOrpagHan  DeHWAYKCYCHaA (DeHVMO/IOYHAN

B KNeTKax B TOKCUYECKUX ‘

KOHLUEHTpaLMsaX, YTO BbI3blBAET l V) l
nopaxeHne HepBHOM CUCTEMbI  Mosr MeyeHb Mouky
N NPUBOANT K crnaboymuio. (Hakonnewve) (Hakonneuve) (BbIAEHEHMe)'

e [Ecnu He npegnpuHATO é"{w"}
CBOEBPEMEHHOE NIeYeHIe, TO L Fol ‘)j f
6onbHbIE Ha BCIO KU3Hb v Lot J
OCTaloTCA rMyooKMMK (OeH¥ N eKOHOBbIE Tena
NHBaNMaamu.




Hetn c ®KY poxpaarTtca 6e3 Kakux-nmb6o npusaHakoB 6one3Hn. OgHako yxe
Ha BTOPOM MecsiLie MOXHO 3aMeTUTb HEeKOTopble (hnsnvyeckue NpuU3HaKu:
nocBeTrieHUue BOJIOC, paayXekK rnas.

OuetoTepanus, Kak eAUHCTBEHHbIN 3adhheKkTUBHLIN MeToA nedeHusa OKY
AOJMKHA NPUMEHATLCA C NepBbIX MecAUeB XXU3HN pebeHKa, Toraa nopaxeHue
Mo3ra He pa3oBbeTcs. Heob6xoaumM NOCTOAHHbLIM MeAULUMHCKMM KOHTPOSb 3a

e [eH OKY BcTpevaeTcsa B
cpeaHem 1-2 Ha 100
yenoBek, HO 6oNe3Hb MOXET
BO3HMKHYTb NULLb B TOM
cnydae, ecnu maTtb 1 oTel
SABNSAOTCA HOCUTENAMMN
9TOro reHa, n pebeHokK
yHacrenyeT ero B 4BOVHOM
Habope.

e MeHto ana neten ¢ PKY
COCTaBnseTca U3 OpyKkToB,
KpaxmanbHbIX n3genun,
XXUPOB, CO CTPOrMM y4eToM
coaepaHusa B HUX Unoffected;,  GANREEE. GANHERS | Afeced

1 in 4 chance Unaffected Unaffected 1 in 4 chance

CbeHI/IJ'IaJ'IaHI/IHa 1 in 4 chance 1 in 4 chance

Unaffected Unaffected
"Carrier” "Carrier"
Father Mother




XPOMOCOMHbIe 0ofne3Hun

B omnu4ue om 2eHHbIx 6os1e3Hell xapakmepHO He
HacriedoeaHue ux om npedwecmayru,ux NoKosiIeHuU, a
803HUKHOBEHUe gcriedcmeue Ho8ol Mymauuu

bone3Hb [JayHa cBA3aHa C HepacxoXgeHuem
npu aeneHumn 21 — xpomocomel. B
pes3ynsraTte Takon aHoOMalnum KrneTku
9MOpMoHa NMerT 47 XpoMOCOM BMECTO 46.
Xpomocoma — 21 oka3blBaeTcqa He B
OBOMHOM, a B TPOMHOM KOJin4yecTBe
(Tpncomus)



Onsa XeHWnH B BO3pacTe A0 25 net BepoOATHOCTb
poXxaeHusa donbHoro pebeHka paBHa 1/1400, oo 30 -

1/1000, B 35 net puck Bo3pactaet o 1/350, B 42
roga ao 1/60, a B 49 net no 1/12.




MoHocomMuu B OONbLLIMHCTBE crny4yaeB NPUBOAAT K rmbenu
3MOpPVOHA B MEpPBble AHN Pa3BUTUSA, YTO NPOABNSETCH,
KaK CaMONpoOMn3BOSibHbIN adDOPT, UMM BbIKMAbILW. TeM He
MeHee MHorga 3MOpMOH C MOHOCOMMEU CNOCOOEH
BbIKUTb.

e [lpn cuHopome
LLlepelueBckoro-TepHepa
BMECTO MPUCYLLUX XKEHCKOMY
opraHn3amy XX-rnosioBbIX
XpPOMOCOM Yallle BCero
nMmeeTcd ogHa X-Xxpomocoma
(45X0).

e Y BOrbHbIX pocT MeHee 150
CM., YKOPOYEHUE HUXKHEN
YerCTU, KOpoTKasa Lues,
KOXHble CKNnagKku, naywiue
OT ronoBbI K nrie4vyam,
aHoMarnmuun ckenera,
HapyLleHne NonoBou
CUCTEMbI, CHUXEHUE
NHTEnneKTa.

Klinefelter

syndrome

Turner

syndrome

45,X0

B

21 22 X X

47 XXY

dis

21 22

 BEINE AT EEI>

*
>

1 1



Cungpom KnaunHdenbsrepa
-

o DeHOTUN MYX4YUHBI C
CUHOPOMOM
KnanHdenstepa (46,XXY)
XapakTepusyetcs
He4opa3BUTUEM MOSI0BbIX
xernes,
HenponopLunoHanbHO
OJIMHHBIMU KOHEYHOCTSAMU U
BbICOKMM POCTOM,
OTNOXEeHNEM Xupa no
XXEHCKOMY Tuny,
N3MeHeHneM opraHa
3PEHNA, CHIKEHNEM
NHTENMeKTa.

Klinefelter
syndrome

Turner

syndrome

45,X0

B

21 22 XX

47 XXY

=1

21 22

>
>

1 1



CDaKTOpr, KOTOPbI€ BbI3bIBAIOT
reHeTn4yeCKkme aHomMasiimm 4es@oBekKa

AIKOronnam ogHoro n3 poguternen

KypeHue OyayLien matepu

[TpuHATME DOMbLLIOro KONMYeCcTBa NEKapCcTB BO BpeEMS
bepeMeHHOCTH

3Ha4NTEnNbHLIN BO3pacT matepu. Y pogutenen rnocne 40
rneT YyacTtoTa nodABIieHUs BONbHbIX OETEN PE3KO
BO3pacTaer.

3arpsi3HEHME OKpyXKatoLWen cpeabl MyTareHamu
(paduoakmueHoe u3rydyeHue, xumu4deckue
3azgps3HUMmMeriu 800k, Mno4ebl, 8030yxa, necmuyuosl,
xumu4deckue Kpacumersu, riaku)



Myt npodunnakTukn HacneacTBeHHbIX
3aboneBaHuN

e 3anpet Ha OrMM3kopoaCTBEHHbIE Bpaku

o 3anpert Ha ynotpebneHune ankorons,
HapKOTUYECKUX BELLLECTB, KypEeHNE

o bopbba 3a YNCTOTY OKpyXKatloLLen cpepbl,
OCODEHHO NPOTUB MyTareHoB

o Meaunko-reHeT4eCKkoe KOHCYNbLTMpPOBaHUE

o J[lopogoBasa gnarHocTmMkKa HacneacTBEHHbIX
3ab0o0neBaHun



