


[IIn3odpeHns — TsHKEI0e XPOHUIEeCKoe
WHBa/IMIU3UPYIOIlee MO3roBoe
3a00/1eBaHMe, MMopaXkaroiee oKojo 1%
MIOMY/ISIITUY 3€MHOTO II1apa.

PaccTpoiricTBa, CBOMCTBEHHbIE
IIMU30(pPEHNH, TOPAKAIOT
dyHIAaMeHTa/IbHbIe GYHKIIUU, KOTOPbIE
MIPULAIOT Y€JIOBEKY YYBCTBO CBOEU
WHIWUBUAYAIbHOCTH, HETIOBTOPUMOCTH 1
11e/IeHaITPaBIeHHOCTH.



OO0masn XxapaKTepuCTUKA
3a00/IeBaHUSI

[ITn3odppeHnss — nmcuxudeckoe 3ad001eBaHUE
HeTIPEPHIBHOTO WJIK ITPUCTYIIOOOPAa3HOTO TeUYEeHMS,
HAUYMHAETCS MTPeNuMYIIeCTBEHHO B MOJIOIOM BO3pacTe,
COITPOBOXKAAETCSI XapaKTePHbIMH U3MeHEeHHUSIMU
JIMYHOCTH (QyTH3alysi, SMOIIMOHAIbHO - BOJIEBbIe
PacCTPOMCTBA, HEeaeKBATHOE IMOBeIeHHE ),
MBICJIUTETbHBIMH PACCTPOMCTBAMHM U Pa3/THYHBIMHU
IICUXOTHYECKUMH MTPOSIBIEHUSAMH. 50% KO€EK B
MICUXUATPUIECKHUX OOTBbHUIIAX 3aHUMAIOT OO/IbHBIE
mrM3odppeHmnen.



Ecin y yenmoBeka 6e3 «II0X0#» HACIeICTBEHHOCTH PUCK 3a00/1eTh
COCTaBssieT MpUMepHO 1%, TO TIPU HATMYUU reHeTH4YeCKOU
MpeIPacIioNIOKeHHOCTH, 3TU M PBI BO3PACTAIOT:

10 2% ecnu mM3oPppeHUst 0OHAPYKUBAETCS Y AU WU TETH,
IBOIOPOTHOIO OpaTa WIH CECTPHI;

10 5% mpu BIsIBIEHHOM 3a00/IeBaHUH Yy OTHOTO U3 POJIUTENeH MO0
6a0yIIKY/ Ae TyIIKY;

10 6%, ecii 6oIeH CBOAHBIN OpaT WK cecTpa ¥ 10 9% 1T pOJHBIX
OpaTheB M cecTep;

10 12%, eciv 601€3HB TMArTHOCTUPOBAHA Y OTHOTO U3 POAUTENeH, a'y
6a0YILIKY WU TeAYIIKY;

10 18% cocTaBisseT pUCK BOSBHUKHOBEHHUsI 00/I€3HU ZIJiIsi Pa3HOSUIIeBbIX
OJIM3HEIIOB, TOT/IA KaK Y OAHOSHIEBBIX 3Ta II(pa IMTOBBIIIAETCS 10
46%;

TaKoke 46% cocTaBisieT pUCK pa3BUTHsA O00Ie3HU B C/Ty4dae, KOra
00JIeH OJUH 13 poJuTesiel, a TaKkKe 00a ero poAuTeIs, TO eCTh U
nemyirka, u 6abyuika.



leHeTYecKWe MPUYNHBI IIN30(PPEHNU

[eHeTH4YeCcKast CKITOHHOCTH K IIM30(pPEHUH, BO3MOXKHO,
onpenensieTcsi COTHIMHU, U TaXKe ThICSTYaMU, TeHOB .

[IppumeHeHne MeToZa reHeTUYeCKUX ACCOLUALIUA
TI03BOJINJIO cCOOpaTh Oa3y AAaHHBIX TeHOB MIN30PEHNH,
00'be TMHUBIIYIO OTHOHYK/I€OTH/THbIE TeHeTHYeCKHe
nonumopdusmbl (SNP), accorinaiiyisi KOTOPBIX C
mu3odppeHrell UMeeT cephbe3HOe HayuHOe 000CHOBaHHUE
(Tab. 1). O0LIereHOMHBIE aCCOLIMAaTUBHBIE UCC/IeIOBAHUS
myTeM u3ydeHust 70 1% HOPMaJIbHBIX U TIATOJIOTHYECKHX
reHOMOB HIeHTUPUITUPOBAIU JIUIITHh MATYIO YaCTh F'eHOB,
BOBJIEYEHHBIX B 3THOTIATOTeHe3 IMN30PpPEHUH, HO TIPU
5TOM MOKa3aJ/Iy, YTO 3a MOBBIIIIeHWEe PUCKA T30 PEHNH
OTBETCTBEHHBI OYeHb OOJIbIIIOE KOJTMYECTBO reHOB, OZHAKO
OOIIEeMOIY/IAIUOHHBINA PUCK KaXKI0H M3 TeHeTHYeCKHUX
TTOJIOMOK HEBEJTUK.



COBPEMEHHBIE refHeTnYeCKkme MmeToabl uCCi1e10BaHUsA ]J.[I/IBO(l)pEHI/II/I

1151 pacKpBITHS POJIU T€HETUKU B STUOJIOTUUN
III30(pPEeHNH IIPUHATO UCIT0IH30BaTh HECKOJIBKO
NVU3alHOB HMCCIed0BaHHS

1). Uccnedosarue cuenneHus

2). Mccnedosarue accouuauuti

3). Hoeble cmaHdapmul

4). Uccredosarue sHdogeHomunos
5). DkcnepumeHmanbHsvle modenu



JNUreHeTu4ecKkmue MexaHu3Mbl:
B3aMMOJEVMCTBUS Cpeabl U TeHOMA

DTUTeHeTUKY MOYKHO OTTpeJle TUTh KaK MPOolecc
B3aMMO/IEICTBYS TEHOTHUIIA OPTAaHMU3Ma CO Cpeioi TP
dbopmupoBaHuU peHOTHIIA.

[eHOMHass BOCMPUMMYUBOCTD K BO3AEHMCTBUAM OKPYXAKOLLEn
cpeZibl MTPOJO/DKAETCS B TeYeHUe BCeU XXU3HU: OT raMeToreHes3a
70 CTaAyH 3pesibiX, TudpdepeHIIMPOBAHHBIX COMAaTHYeCKUX
K1eTOK. OCHOBHBIMM M€XaHM3MaMHU SITUTeHETHUYEeCKOTO
KOHTPOJISI CA4UTAKOTCS:

* MmeTunupoBanue [AHK;
* peMoJenupoOBaHUEe XPOMATHUHaQ,;

» perynsaius Ha yposHae PHK (B wactHocti, PHK-
nHTepdEpeHLIVs );

* IPUOHU3ALMS OEJIKOB;
* MTHAKTUBAL U X-XpOMOCOM



[ITn3odpenns nmpeacTaBasieT COOOM CIOKHOE
MHOTrodaKTOpHOe 3ab0/ieBaHHEe C Ype3BbIYANHO
BapUaOe/IbHbIM TeYeHUeM U KIMHUYEeCKUMHU
MPOSIBJIEHUSIMH, YTO OOYC/IOB/IMBAETCSI TUHAMHYECKUM
B3aMMOJIeMCTBUEM MEXAYy MHOTMMU MaTOT€HHBbIMU U
IIPOTEKTOPHBIMHU PpaKTOpaMH. Bo3meticTBre cpemoBhIx
$aKTOPOB SIBASAETCS HEOTHeMIEMbIM KOMIIOHEHTOM
naroreHesa musoppennr. OgHUM U3 TOKa3aHHBIX
MOJIEKY/ISIPHBIX MEXaHW3MOB PeaIn3alui CPeJOBbIX
BO3JE€UCTBUU CaMOU Pa3HOU MOJANbHOCTHU SABJIAETCS
SMUTEHeTUYeCKasi MOAY/ISILMA TeHHOU aKTUBHOCTH.

B HacTostiee Bpemst Heo6xoagUuMa TPaHC/ISILIS
HaKOIUVIEHHBIX Pe3Yy/IbTaTOB e HeTUYEeCKUX U
SITUTEeHEeTUYeCKUX NCC/IeIOBAHUN MN30PpPEHUH B
MIPAKTUKY ICUXUATPUYECKOU I'eHETHUKU.



CpenoBbie paKTOPHI PHICKA IPU
mu3oppeHun

DKoorndeckre GaKTOPhI IBISIIOTCS HEOTHEMIEMOU
4aCThIO MTaToreHe3a mu3odppenuu. B psage
MCCJ/IeJOBAHUU YCTAaHOBJ/IEHA B3aMMOCBS3b JaHHOTO
3a00/1eBaHUS C POXKIEHHNEM 3UMOM WJIN PaHHeH
BEeCHOU, POXXJIEHUEM B rOpoJie, BO3pacToOM OTILIa,
r0JIONOM, HApYIIEHUSAMU NUTAHUA U
[epUHAaTA/IbHBIMU OCJIOXHEHUSIMU.



Criacu0o 3a BHUMaHUe!



