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BBEAEHWE

leHeTWKa 4YeNOBeKa - Hayka U QyHAaMeHTanbHas, v npuknagHas. Kak
(yHAaMeHTanbHass Hayka - 370 061acTb FeHeTUKW, KoTopas W3yuyaeT 3a-
KOHbl HacnefCTBEHHOCTW M M3MEHUYMBOCTM Y CaMbiX WHTEPECHbIX OPraHu3-
MOB - fitofeid. HayuHble pe3ynbTaThl, MONYUYEHHbIE NPU 3TOM, LLeHHbI [/18 HacC
HEe TO/bKO B TEOPETUYECKOM OTHOLUEHUM, HO W B MPaKTUUYECKOM NnaHe. BoT
noyemMy reHeTUKa YesioBeKa - 3TO TaKXe U MpukiagHas Hayka. Co BpeMeHu
MepeoTKPbITUS 3aKOHOB . MeHfens Hayanocb U3y4YeHUe reHeTUUECKUX Me-
XaHU3MoB. OHO MpKBENO K pacliM(pOBKe FeHETUYECKOTO KOAa, ONUCaHWIo
MpoLEeccoB TPAHCKPUNLMW, TPAHCAAUUN U QYHKLUOHUPOBAHUS GEKOB, KO-
AVpYEMbIX OMpejeneHHbIMU FeHaMu. B HacToslee BPeMs YTOUHSAETCS TOH-
Kasi CTPYKTypa reHoB, aKTUBHO MPOBOASATCS WCCNEAO0BAHUS MO Perynsyuu
aKTUBHOCTU TEHOB B XOfEe PasBUTUS U PYHKLMOHMPOBAHUS OPraHU3MOB.

leHeTuKa YesoBeka - 06LIMPHAs HayKa C HeOMpeAeneHHbIMU rpaHuya-
MUW. Pa3BuTHE pasNnyHbIX NOAXOLOB 1 METOLOB NPUBENO K NOSBAEHNIO MHO-
)KECTBA OTZAE/bHbIX CMeLnanbHbIX pPa3fesoB 3TOW HayKU: 6UOXMMUYECKas Te-
HETUKa YeNOBEKA, LUTOreHETUKA, UMMYHOTEHETUKA, KNIMHUYECKAsA TeHeTUKa,
MonynsauMOHHas reHeTWKa, FeHeTUKa NOBeEeHUs, TEHETUKA Pa3BUTHUS, TeHe-
TUKa pa3MHOXeHUs, papMaKkoreHeTuKa u psaga gpyrux.

BeegeHue 5
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[haBa |.
METOLbl N3YUYEHWA HACﬂE,ﬂ,CTBEHHOI?I
MATONOT N

[CeHeTMKa 4enoBeKa U3y4yaeT ABNEHUSA HAC/EeACTBEHHOCTU U U3MEHYN-
BOCTW B MONynaumMAx nfeil, 0CO6EHHOCTM HacnefoBaHUA HOPMasbHbIX
M NaToN0rMYeCcKMX MpU3HaKoB, 3aBUCUMOCTb 3aboneBaHuii OT reHeTuye-
CKOW MpeapacnonoXeHHOCTU W (paKTOPOB cpefbl. M3BecTHO 6onee 6000
HacnefCTBEHHbIX 3aboneBaHnii. OLHUM U3 pa3feNloB FeHEeTUKM 4YeNloBeka
ABNAETCA MeAMLMHCKAS FeHeTUKa, 06BbEKTOM U3YUYeHUS KOTOPOWN CAYXWUT
60nbHOM yenoBek. Okono 13.000.000 ntogelt nopaxKeHbl HaCNeACTBEHHbI-
Mn 3abonesaHuamMu. ExxerogHo 4-6% paeTell poxfarTCA C aHOMaaMAMM
pasBUTUSA, N KaXAbl NATbIA pe6EHOK yMMpaeT OT BPOXAEHHOr0 NMopoka
passutus, 20-25% cTayumoHapHbiX 60/bHbIX 0Ka3biBalOTCA C OTATOLW,EHHOM
HacneaCcTBEHHOCTbI. [103TOMY, OfHa M3 TFNaBHERWNX 3ag4a4y MeANLUHCKON
reHeTUKW - paHHee BbifB/IeHWE U NPOPUNAKTUKA HACNeACTBEHHbIX 60/e3-
Heil. OAHMM M3 OCHOBOMOJIOXHWKOB MEAWUUHCKON TFeHEeTUKU cyuTaeTcs
Bblgatowuinica coseTckuii Hesponatonor C.H. JaBugeHkoB. OH BhepBble
NPUMEHUN UAen TeHeTUKU B KNIMHWUKe, Aan aHanu3 pafa HacleLCTBEHHbIX
3aboneBaHuin n paspabotan MeToabl MeANKO-TEHETUYECKOTO KOHCYNbTUPO-
BaHUA.

MccnepoBaHue reHeTUKM YenoBeka CBA3aHO C ONpefefieHHbIMU TPYAHO-
CTSMW: HEBO3MOXHOCTbK 3KCMEPUMEHTaNbHOI0 CKPEeLLMBaHUA, MeLNEHHONA
CMEHOI MOKOJIEHWNA, Mano4YNCAEHHOCTbI0 NOTOMKOB B KaXK0 CEMbe, 3HaYN-
Te/IbHbIM KOIMYECTBOM XPOMOCOM U FPYNM CLEMeHns.

Mpun n3yyeHUN HaCcNeACTBEHHbIX MPU3HAKOB Y Ye/I0BEKA MOXHO UCMOb-
30BaTb BCE MeETOAbl, MPUMEHSIEMble B MeAWULMHE: 6Guoxummyeckne, Mopho-
NIOrNYecKne, UMMYHONOTNYecKne, KNMHNYeCcKne, aNeKTpopusnoiornyeckme
M gpyrue, T.e. nobble MeTOoAbl, KOTOPble AaldT BO3MOXHOCTb Perucrpupo-
BaTb MPU3HAK KaK AUCKPETHYI eAUHULY WUAN BblpaXKaTb €ro KONUYeCTBEH-
HOo. [na peweHunsa cyrybo reHeTMUYecKUX 3afay NPUMeHUTENbHO K YefloBeKy
B HacToslWee BpemMs pa3paboTaHbl Chnefytoline MeTOAbl: FeHeanormyeckui,
6/1M3HEL0BbIW, LMTOTEHETUYECKUA, MONEKYNAPHO-LUTOreHeTNYeCKniA, 61o-
XUMWYECKUIA, TEHETUKN COMATUYECKUX KNETOK U MOAENMpoBaHUs, nonyns-
LMOHHO-CTAaTUCTUYECKUI, fAepMaTornmuyecknini, UMMYHOTEeHETUYECKNUIA,
AHK-gnarHocTmku.
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1.1. KIMHWKO-TeHeanornyeckunini MeTog

KAMHNKO-TeHeanornyecknini MeTos - MeTof POAOC/OBHbLIX, OCHOBAH Ha
NPOCNEeXMBAHUN KaKOro-nmbo HOPMa/ibHOro MM MaTo/MorMYecKoro npu-
3HaKa B pAfy NOKONEHWI CYyKa3aHUEM POLCTBEHHbLIX CBA3EA MeXAy 4Y/ieHa-
MW pOAOCNOBHOW. MeToa ocHOBaH B KoHUe X K Beka ®. MafibTOHOM 1 OT-
HOCUTCA K Hambonee yHMBepcalbHbIM METOAaM B reHeTuKe uenoBeka. OH
WMPOKO MPUMEHSAETCHA MPU PELIeHUN TEOPETUYECKUX U NPUKNAAHbIX Mpo-
6nem, Takmx Kak: 1) ycTaHOBMeHUe HAacNeACTBEHHOr0 xapakTepa Mpu3Haka;
2) onpegeneHue TunaHacnefoBaHus; 3) BbIACHEHE 3UTOTHOCTY NpobaHaa, ne-
HEeTPaHTHOCTY M 3KCMPECCUMBHOCTU NMpPU3HaKa; 4) BbIYNC/IEHNE BEPOSITHOCTH
POXAEHWA feTell C TON WM UHOI HacneACTBEHHOW naTonorueii y npobaHaa.

MeTof BKAKOUaET fBa 3aTana: c60p CBEAEHMIN O CEMbE U COCTaB/IEHUE PO-
[OCNIOBHOW C Nocneaylwmnm reHeanornyeckum aHanmsom. C6op cBefeHuin
HaunHaeTcA OT mpobaHfa, KOTOPbIM Ha3biBalOT NNLO, MepPBbIM MOMaBLLee
B NoJsie 3peHus uccrnegosaTtens (obpaTmBllieecs 3a KOHCYyNbTauueir). 3aTem
fenatT rpajmyeckoe nsobpaxeHne pofOCAOBHON, MCNONb3YS CTaHAapPTHbIE
cumsonbl (puc. 1).

1 1 Amwonuc
AaHwnn* O b .
- 1

MVX4HHJ

"1 HOHO1HIO7Kblk«
6onu

yQ npo6am HO<MItlbHMUI npwhaka.

cAeaamoro c X - Apouocouai

| 06.iUaK.ib npusnaka m NeXLHMHIMCICH

O n U reTepCwIroTHLIi HOCH KN
@ uncT—  wiilpy I/l :2 yuepiome

1 7T1 [ poautenu

p-U X Xw (ck6cu>

Gecnnoanii bprk BbIKNABIW

Pvic. 1 CvMBOSbI, UCTIONb3YEMble 151 COCTAB/EHS POLOC/IOBHO.

MeTogbl N3y4YeHus HacNeACTBEHHOI NaTonorum 7
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eHeanornyecknin MeTof TeM NHGopMaTUBHee, Yem 60MbLIE NMeeTCa 40-
CTOBEPHbIX CBELEHMNI O 300P0Bbe POACTBEHHUKOB 601bHOrO. lMocne cocTas-
NEHNs POLOCNOBHOW HAYNHAETCA reHeanornYecknii aHanms, Lenbo KOToporo
ABNAGTCA YCTAHOB/IEHNE TEHETUYECKMNX 3aKOHOMEPHOCTEN.

B fononHeHWe K onncaHunio poAoCNOBHON (puc. 2) cnegyeT NOAYEPKHYTh
cnegywouiee: 1) nmokoneHna o603HavalTCA PUMCKUMU Ludpamu cneea OT
pOAOC/NOBHOW; 2) apabckmMu Lmudpamm HymepyeTcs MOTOMCTBO OAHOrO Mo-
KOMeHNA cnesa Hanpaso nocnefosaTesnibHO (Becb pagd); 3) 6paTbd U CeCTpbl
(cnbebl) pacnonaratoTcA B POAOCAOBHOW B NOpAfgKe POXAEHWIA B O4WUH pAf;
4) KaXAblil 4neH PoAOCNOBHON mmeeT wudp, Hanpumep, I11-7 - npobaHa.

O—-r®

m I S5 3 5

6o>ucio um XK 55
/
Wio©

123
Pvic. 2. Tpriviep COCTaB/EHIIS POLOCTIOBHO.

BblgensoT HECKO/IbKO TUNOB Hac/NeA0BaHWsA: ayTOCOMHO-AOMUHAHTHBbIN,
ayTOCOMHO-PeLLeCCUBHbIN, X-CLenNeHHbIi 4OMUHAHTHbIA, X-CLenneHHbli
peLeccuBHbIN, Y-CLUENNEHHbIR NN rONaHAPUYEeCKUA U MUTOXOHAPUANbHbIN.

[na ayTOCOMHO-[OMMWHAHTHOro TWnNa HacnefosaHunA (puc. 3) xapak-
TepHo:

1. MposBneHve 601e3HN B KXKLO0M NOKONEHUN.

2. Jnua My>XCKOTO U XEHCKOro
nona nopaxawTcsd 04WHAKOBO Ya-

CTO 1 B OANHAKOBON Mepe.

3. Ecnm opguH wn3 poputenei
60/1eH, TO BEPOATHOCTb POXAEHUA
6onbHOro pebeHka coctasnseT 50%.

4. Habnwpaetca BepTUKaNb-

HbIl xapakTep nepegayu 3abonesa-

HWA B POAOCNIOBHONW, T.E. GonbHoM Pyc. 3 PofocnioBHast € ayTOCOMHO-LOMUHAHTHBIM
pe6eHOK nmeeT 601bHOTO POAUTENS. TUIMOM HacrgfoBaHus.
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MpumepamMn ayTOCOMHO-AOMWHAHTHOrO TWMa Hac/MefoBaHUA ABMAOTCA
LWepCTUCTbIE BONOCHI, 6N30PYKOCTb, MOMMAAKTUANSA, GeNblii NOKOH B BOMOCAX,
OpaxugaktTuavs, cuHapom MapdaHa v ap.

OfHa M3 XapaKTepHbIX 0CO6EHHOCTEN AOMWHAHTHbIX MPU3HAKOB - 3TO
M3MEHUYMBOCTb WX BblPaXXeHUA - 3IKCMPECCUBHOCTL (CTemneHb MPOABNEHUA
npu3Haka). B poaocnoBHbIX cemeld C AOMWHaHTHbIM MPW3HAKOM WHOrAa
BCTPeYalTCA TakK Ha3blBaeMble «MPOCKaKMBaKLIMe NOKONEHUA». Y UHANBU-
LyyMa M3 Takoro rnoKO/IeHUs BbipaXXeHWe reHa HacTO/MbKO He3HauuTeNbHo,
4TO MO (PeHOTUNY He yaeTca ero 06HapyXuTb, T.e. NPU3HAK B JAHHOM Ciyyae
He rneHeTpaHTeH. MeHeTPaHTHOCTb NOAUYNHACTCA MPUHLUNY «BCE UMW HUYeE-
ro». eHeTUYecKuii NPU3HaK MHOrAa HaCcTONbKO U3MEHAETCS B CUNY MOANGN-
LMPYIOLWEro BANAHNA APYTUX TEHOB UM (DAKTOPOB CPefbl, YTO OH BOBCE He
NposABAAeTCA, HECMOTPA Ha NMPUCYTCTBME OObIYHO BbI3bIBAIOLLEr0 €ro reHa.

BblfenstoT HECKO/IbKO MPUYNH OTK/IOHEHUSA OT NMPaBua ayTOCOMHO-[0-
MWHAHTHOro HacnegosaHusa. OfHa M3 OCHOBHbIX - BHOBb BO3HUKawLue
MyTaumm B OTAE/bHbIX MONOBbIX K/eTKax 04HOro u3 pogutenein (B 60nb-
WNHCTBE C/ly4aeB HOBble MyTaLWUW MNOABNATCA B ramMeToreHese y Myx-
4YnH), Torga 3abonesaHne 6yaeT e4UHCTBEHHbIM CNy4YaeM B CeMbe. BTopas
NMPUYMHA OTK/IOHEHUSA - MO3aMLMU3M 3apOAbILIEBbLIX KNEeTOK. Cnefctenem
3TOr0 MOXeT 6bITb NOSB/IEHNE B CEMbe 340POBbIX POAUTENeil HECKOMbKNX
60NbHbIX feTeli C ayTOCOMHO-JOMWHAHTHbIMK 3aboneBaHMAMMU. VIMEHHO
3TUM fABNEHUEM OOBACHAKTCA MOBTOPHbLIE CAyYanm axOHAPOMAas3uu, Heco-
BEPLIEHHOro ocTeoreHesa v Ap. Ewe ofHa U3 NpUYNH OTKNOHEHUS OT npa-
BW/1 @y TOCOMHO-AOMWHAHTHOTO HaCNeL0BaHWNA - BO3paCcTHas 3aBUCUMOCTb.
MHorue 601e3HN NPOABNAOTCA B IOHOLIECKOM UK flaXKe B3POC/IOM BO3pac-
Te. [IpMMepoOM MOXET CNYyXUTb MOTOPHO-CEHCOpPHaa Hellponatua Tuna 1a,
KOoTOpas nposdsngeTca ¢ 5u go 50 nert.

[ng ayTOCOMHO-PEeLLeCCMBHOI0 TUMNa HacnefosaHus (puc. 4) xapakTepHo:

1. Pogutenu 6onbHOro pebeHka, kak npasmno, 340POBbI.

2. Jlnua MY>XKCKOT0 U XEHCKOro
nona nopaxawTca OfMHAKOBO 4acTo
M B OAMHAKOBOW Mepe.

3. TIOBTOpHbI/i PUCK POXAeHWS
6onbHOro pebeHka coctaBnsetr 25%.

4. OTMeyvaeTCa «ropu3oHTaNbHOE»
pacnpegeneHue 60NbHbLIX B POLOC/OB-
HOW, T.e. NaLMeHTbl Yalle BCTpeYaT-
Csl B pamMmKax ofHOro cnbcTsa.

5. Ecnn o6a poagutens 601bHbI, TO

Puc. 4. PopocrioBHas ¢ ayTOCOMHO-
BCE {leTV UMELOT 3TOT NpU3HaK.

PELLECCUBHBIM TUIMOM HaC/ieA0BaHA.

MeTogbl N3y4YeHus HacNeACTBEHHOI NaTonorum 9

MepeiTn Ha cTpaHWLy C NOJIHON Bepcuein»
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