[EHETUYECKMUE
HAPYLUEHUA
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I'EHETM‘-IECI{ME HAPYLLIEHWNA

A
- 3TO COCTOAHMA, Bbl3BaHHbIE MYTaLlMFlMM (MBMGHGHVIFIMM) B reHe uniu
MHOXeCTBE NreHoB. MYTaLIMVI MPOUCXOOAT OT MOMEHTAa OMNJ1Io40TBOPEHUA
Fll‘;iLl,eKJ'IeTKM M B TEYEHME BCEU KM3HM YeIOBEKA.
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Bo/bLIMHCTBO MyTaLMM OKa3biBaeTcsA BpeAHbiIMM. OHM HapyLlaloT
CKOOP/ZIMHMPOBAHHOE B X0J€ NpeALIeCcTBYLEN 3BONOLMMU
B3aMMO/ENCTBME FrEHETUYECKMX NPOrPaMM B Pa3BMBAIOLLMMCA OPraHU3ME,
U NPUBOAAT MO0 K ero ruéenun, nMbo K TeM UM UHbIM OTKJIOHEHUAM B
Pa3BUTMM. TOJIbKO 04EHb Manas 1019 BHOBb BO3HMKAIOLWMX MyTaLMM MOXKET
OKa3aTbCA MOJIE3HOM.
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[eHHble 60N1e3HM - 3TO 6O/blUAA Fpynna 3a60/1€BaHUM, BO3HMKAIOLIMX B
pe3ynbtate nospexaeHua [AHK Ha ypoBHe reHa.




K uncny Hambosee cyueCTBEHHbIX MEXAaHU3MOB
HapyLIEeHNA reHeTUYEeCKOU UHPOPpMaLMKU KNETKH
OTHOCATCA:

e MyTaUMMU;

e lepenpeccua naToreHHbIX reHoB (Hanpumep,
OHKOreHoB);

e oZlaB/iIeHNE aKTUBHOCTHU }KM3HEHHO BarKHbIX
reHoB (Hanpumep, NPorpaMMUpPYOLLMX CUHTE3
(depMeHTOB);

e TpaHCEKUMA (BHEAPEHUE B FEHOM YYKEPOJHOM
AHK, Hanpumep AHK Bupyca);

e HapyLweHua penapaumm AHK.




TEHETUYECKUE HAPYLLEHNA MOXKHO Es&

Phosphate

PA3ZIE/IMTb HA TPU OCHOBHbIX TUMNA [
(el

Base pair

1. ledeKT reHa scrpeyaetca y 1% *MBOPOXKAEHHbIX. ITO
COCTOAHME MOXHO Pasfie/ITb Ha TPM OCHOBHbIE KaTeropuun: ayToCOMHO-
JOMMHAHTHOE, ayTOCOMHO-peLieccnBHoe, X-CLernieHHoe (MHoraa

Ha3blBa€MOE CLIEM/IEHHOE C MOJIOM).

- Nitrogeous
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2. Btopoun, 6onee pasBeTB/IEHHOM KaTEroOpuen reHeTUYeCKMX AedEKTOB,

Ha3biBaeMbix KOMMJ1IEKCHbIMU, UJTU

MyanMd)aI{TOpMaanblMM, AB/IAIOTCA HApYLUeHKUA,
BO3HMKAIOLME BCNEACTBME B3aMMOAENCTBUS FeHa (MM reHoB) U
(haKTOpOB BHELLHEN cpeabl. YMcno MynbTudakTopuasibHbIX 3a60/1€BaHNI
TOYHO He onpeaeneHo, Ho npesbiwaeT 2000 1 oHU BCTpevarTca 'y 3%
aeten.

3. XpOMOCOMHbI€@ HapYLUEHMA B0o3HMKAIOT M3-3a M3MEHEHMA
Yyncaa UM CTPYKTYPbl XPOMOCOM.
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[NPUMEPDB] FEHHbIX
BbOJIESHEYV



OEHUJIRETOHYPUA

Puc. 12.8 *
B01bHOM € PEeHNNIKETOHYDHEN.
Cnabas nurMeHTaymns KOXH, BOJOC,
pagyxHon ob0/10YKM rNas,
YMEPEHH3aNA CTEeNneHb ONMroppeHnm



CUH/POM BUJ/IbSIMCA
(CUHZPOM "JINLIA 3/IbOA")




bOJIE3Hb MAPKMHCOHA

Parkinson’s Disease




CMMMNTOMbI aMCTEPAAMCKOMN Kap/IMKOBOCTHU
MHOro4YmncieHHbl. OHa nposBaaeTcs
COYETAHMEM TAXKENOM YMCTBEHHOM
OTCTA/IOCTU C MHOXECTBEHHbIMU
pr3mnyeckuMm aHoMmanuamm. Cpeam HUX -
TaK Ha3blBaeMoe "JIMLO KJIoyHA" (rycTble
cpoclumeca 6poBu, AJIMHHbIE 3arHyTble
PECHMLIbl, KOPOTKMIA HOC C pa3BEPHYTbIMM
BNnepe Ho3ApsSMU U BAABJIEHHOM
nepeHocuLeN, YBEIMYEHHOE PACcCTOAHUE
MEX/Jly OCHOBaHMEM HOCa M BEPXHEWU I'yOOM,
TOHKME ry6bl C ONYyLIEHHBIMM Yr1amu pTa),
MMKpouedanua (NaTtosiormyecKkm
MaJIEHbKUM Yepen), HernpaBmbHOE
pa3BUTUE CKeNeTa, BPOXKAEHHbIE MOPOKM
cepAua, NoYeK U Apyrmx BHYTPEHHMX
OpraHoB, CTPYKTYpHble€ AedeKTbl F0JIOBHOIO
MO3ra.




CUH/POM 3/IEPCA-

CuHapoMm dnepca-Zlannoca - rpynna
PacCTPOMUCTB, KOTOPblE B CBOEM OCHOBE
MMEIOT 06LLME YepTbl, BK/IHOYAS TaKME,
KaK NosiB/IEHWE CMHSIKOB,
FMNEpPMOBMNBLHOCTbL CYCTaBOB
(pa36onTaHHOCTb CYCTaBOB),
PacTArMBAEMOCTb KOXM
(rMnepss1aCcTUYHOCTb UM BAJIOCTD).
/laHHbIM BUA CMHAPOMA NepeaaeTcs
reHEeTUYECKM 1 HaceayeTca oT
poaMTeNen K JeTAM. Boiaensior
pa3Hble opMbl 3a60/1€BaHUA.
[Mnep3nacTUYHan Koxa U
rMNeEPMOBU/IBHOCTb CYCTaBOB ABASIOTCA
pe3y/ibTaTOM FreHEeTUYECKMUX
M3MEHEHUM, KOTOPblE CNOCOB6CTBYIOT
BOCMNPOM3BEAEHUIO NATOJ/IOMMYECKOr0
NPOTEMHA KOJI/1areHa (06bIYHbIN
MPOTEUH, TaK HA3bIBAEMbIN «KNEWN>
TKaHEW).




