Tema:
«B3anmogencrtesume reHoB»

3agauu:

OaTb XapakTepPUCTUKY B3aUMOOENCTBUIO
HeannenbHbIX FEHOB;

PaccMoTpeTb ABnNeHne uutonnasmMmaTnyeckom
HacneacTBEHHOCTMW.

Ilumenoes A.B.



MHo)xxecmeeHHOEe deucmeue 2eHa

MHoOXXecTBEHHOE OeUCTBUE reHa — Korga O4uH reH BrnugdeT Ha pasButune
MHOIMX NMpu3Hakos (nnenotponus). MHOXecTBEHHOEe AENUCTBUE reHa MMeeT
Bnoxnmunyeckyto npupoay: oanH 6enok-gepmeHT, obpasyroLnimncs noa
KOHTPOJSIEM OHOIO reHa, onpeaenseT He TOMbKo pasBuUTue JaHHOro
Npu3HaKa, HO N BO3OENCTBYET HA BTOPUYHbIE peaKkuum bnMocuHTesa
pasnuUYHbIX OPYrux npu3HakoB U CBOUCTB, Bbl3blBasi UX U3MEHEHHUE.

[eH, oTBevaroLwnmn 3a benyto
OKpackKy rnas gposounbl,
obycnaBnnBaEeT CBETIYHO OKpacKy
BHYTPEHHNX OPraHoOB, YMEHbLUAET
NS1040BUTOCTb U
NPOAOIMKNTENBHOCTb XXN3HN.




MHo)xxecmeeHHOEe deucmeue 2eHa

r Start of coding sequence

CAC GTG GAC TGA GGA cCTC
GTG CAC CTG ACT cCcrT GAG

Valine =Hmm=um}=mmm}= Proling = Slutamic

CAC GTG GAC TGA GGA
GTG CAC CTG ACT cCCT

Sickled red blood cells

Y yenoBeka peueccmBHas HacneacTtBeHHas 6onesHb — cepnoBUAHO-
KrneTtovyHasi aHeMus. [epBuYHbIM edeKTOM 3TON BonesHn sBNsSeTCS
3aMeHa OHOM U3 aMMUHOKUCIIOT B MOSEKYyre reMmornobduHa, 4to NnpuBoauT K
N3MEHEHUI0 popMbl apuTpoumnToB. OOHOBPEMEHHO C 3MUM 803HUKAKOM
a/ybokue HapyuweHusi 8 cepOeyHo-cocyoucmou, HepeHol,
nuwiesapumersibHoU, 8bl0eriumesibHolU cucmemMax. ATO NPUBOAUT K TOMY,
YTO FOMO3UIOTHbIN MO 3TOMY 3aborieBaHMIO NornbaeTt B AETCTBE.

[1nenoTponua LWMPOKO pacnpocTpaHeHa. M3yvyeHne 0encTBus reHoB

nokasaro, 4YTo nNfenoTponHbiM 3dbdeKTOM, oMEBMAHO, 0ONagaoT MHOrme,
€CIn He BCe, MeHbl.



[lpumepbl nnenoTponunn

N

Marfan Syndrom

[ Inenorporms

-3ABHICHMOCTH HECKOMBKIIX
IPIIZHAKOB OT OIHOTO F'€Ha

UacTo uHUBHIAYATBHBI AJLTeH HN
DoJ1ee ueM OTHH Pe3yILTAT BJIHSHHS
(enorun

ILneftoTp omus XapaKTepHA 7151
TeHeTHYeCKHX 3200.IeBAHMI , B KOT
OJHHAKOBBIil 0eJI0K MPUCYTCTBYET B
PA3THYHBIX YACTAX TeNa

Hanpumep: cungpom Mapdana,
AYTOCOMHO - JOMHHAHTHOE 3200.1eBA

reH Jokaqmsopak B 15q21.1

MHCITASHS COCTHHHUTEMbHOM TKAHI,
00pA3yeT XPYCTATHK 7132 , A0PTY
KOHETHOCTell , pedep

[Ipmsuaku cuugpoma Mappaa Bk
NOABBIBHX XPYCTAJIHKA, MOPA/KeHHS
COCY/I0B, J/THHHbIC KOHEIHOCTH,
VIVTHHeHHbIe NATbIBI ( APAXHOTAKT
JJTHHHDBIe " NTHYbe " JIHI0, CKOJIHO



Pewwaem 3agaun

2. [lpn ckpewmBaHum wmexagy coboun
YepHbIX MbIWLEN Bcerga nony4vaercd
yepHoe noTtomcTBOo. [lpn cKpelwmBaHUK
MeXay coboun XKenTbiX MbilLEN OJHA TPETb
OKasblBaeTcaA 4YepHoOW, a [OdBe TpeTu
xXenton. Kak MOXHO OOBbACHUTbL 3TU
pes3ynerarthbl? Kakowu NPU3HaK
OOMWUHAHTHbLIN?



Tunbl B3aMMOAEeNCTBUS
i reHoB
A

AnnesnbHbIX:

= [lonHOe
JAOMUHUNPOBaHME

s HenonHoe
JOMUHUNPOBAHME

= KOogoMMHUpOBaHue
= CBEepxa0MMHUPOBaHME

HeannesnbHbIX:
= KOMMs1ieMeHTapHOCTb

= JNUCTas

= [lonumepus




ROOOMUWHUNPOBAHKE

* KomoMuHMpOBaHUE — TaKOE B3aUMOJIEUCTBUE, IPU
KOTOpOM o0a TeHa W3 AaJUIeJIbHOW  IIaphl
TIPOSBIIIOT cels B paBHOWl  CTEIEHU
JTOMUHAHTHBIMHU, B pE3VIbTaTe y TEeTEePO3UTOT
IIOABIISIFOTCS. HOBBIE CBOMCTBA, HE IIOXOKHE Ha
CBOWCTBA pOJUTENEN

* [Ilpumep: HacimemoBanme rpyon  KpoBu. leH
TpYIIILL KpOBU A © Te€H TIpyImel KpoBu B
COBMECTHO B I'€HOTUIIE JArOT 4 TpyHIry KpoBu AB



PELUWAEM 3A0AYU
3 .B pommnbHOM naoMe mnepenyTtanud AByx jered. Ilepas mapa
ponuTesied uMeeT 1 rpynmy u 2 rpynmny KpoBH, BTopas Iapa 2 u
4. OnuH pebeHOK mMeeT 2 rpymny, a apyrod 1. Onpenenute
poauTeae 000UX ACTEH.



[lomaluHee 3agaHue

* [1.55, cTp. 294 Ne3 (1-3), pewunTe 3agady

VY oBell B TOMO3UTOTHOM COCTOSIHUU T€H CEPOil OKPACKHU BBI3bIBAET TMOECIIb
SMOpPHOHOB. B mepBOM CKpelIMBaHUM MEXIYy COOOM OBEI[ C cepou
OKPACKOM IIEPCTH, POrarbiX YacTh MOTOMCTBA MOJYYMJIACh C HIEPCTHIO
4&pHOM OKpacku, 0e3porue. Bo BTOpoM CKpelBaHUM MEXKTYy COOOM OBEIl
C CEpOM OKpacKoul IIEepCTH, pOrarbix (FOMO3WUTOTHBIX) MOJYYHJIOCH
IIOTOMCTBO C CE€pOM OKPACKOM IIEPCTH, POraroe M C YEPHOU OKPACKOH
mepcTu, poraroe B otHomeHnu 2 : 1. I'ensl He cremieHsl. CoCTaBbTE
cxemy pemieHus 3aaadud. OnpenennTe TeHOTUIIbl POJIUTEIBCKUX OCOO0EH,
IFCHOTUIIBI W (DEHOTHUIIBI BO3MOXXHOTO TIOTOMCTBAa B CKPCIIMBAHUSIX.
OObsicHUTE  (PEHOTUNMUYECKUE  pACHICIUICHUS TIOTOMCTBa B  JIBYX

CKPCIINBAHUSIX .



