BBenenue B
MEIUIIUHCKYIO T€HETUKY



OmnpeneneHue

[eHeTMKa - 9TO HayKa O HacneaCcTBEHHOCTU U U3SMEHYNBOCTHU
OpPraHn3MoB, OHa pacKpbIBaEeT CYLLIHOCTb TOro, Kakum obpasom
Kakaas xuBasi hopmMa BOCNpom3BOaUT cebsl B crieqytoLLem
MOKONMEHUWN, N KaK B 3TUX YCITOBUSAX BO3HUKAIOT HAacneACTBEHHbIe
N3MEHEHUs1, KOTopble NepeaatoTcsa NoToMKam, y4acTBys B
npoueccax 3BOSIIOLUN U CeneKkuun.

MeguumnHckasi reHeTuKa - N3yyaeT posb HacneaCTBEHHbIX
dakTopoB B NaTonornu 4Yerioeka, paspabarbiBaeT MeETOObI
rnevyeHnsa n NpodunakTUKN HacrneaCcTBEHHbIX bonesHen. 3To
NpuKragHon pasgen MmeauuunHel. cnonb3yeTcsa Ansa peweHus
KITMHUYECKNX Npobnem.



DTankbl pa3BUTUI MEIUILIMHCKOU
r€HETUKU

1. [JloMmeHOeneBcknn nepuon

Monepmsbu B 1750 1. onucan, 4To rosudakmurus
MOXET nepenaBsaTbCd N0 ayTOCOMHO-AOMUHAHTHOMY
TUny moodbiM N3 poantenen. B Havane XIX Beka,
ObINn BbIBNEHbI HEKOTOPbIE 3aKOHOMEPHOCTHU
HacrnegoBaHUa remounun.

1859r. — Y.lapeuH «lponcxoxaeHne BuaoBy;

[perop MeHaenb B 1865r. [ybnnkyeTt pesynsraTthl
N3y4yeHnA NpaBusl HacneaoBaHNA PasfNYHbIX
NPU3HAKOB Yy ropoxa.

1879r — NepBoe HabnogeHne mntosa GNemMMuHr;



DTankbl pa3BUTUI MEIUILIMHCKOU
r€HETUKU

2. MeHpeneBckun nepunoa

a. [lepBbIn 3akoHa MeHaens — 3akoHa eanHoobpa3suns
rmépmnaoB NepBoro NOKoneHms. ToT Npu3HaK, KOTOPbIN
NPOSABNANCSA Y rmopruaoB NePBOro NOKoreHus, obirs
Ha3BaH MeHOenem JOMUHAHTHBLIM, a HE
NPOABNAIOLWLNNACA NPU3HAK — PELIECCUBHbIM.
[oMmuHMpoBaHWE He Bcerga aBnaeTcs abContoTHLIM.

6. Bropon 3akoH MeHaensa — 3aKoH pacLiensieHns
npmn3HakoB. Bo BTOpoM nNokoneHnn rubpnaos
NOSIBNSANNUCb PAcTEHUS, KaK C AOMUHAHTHbLIM, TaK U C

—— PEeuecCcuBHbIM NPU3HAKOM, B CpeaHEM, B COOTHOLLEHNN
3:1.
B. 3aKOH HE3aBMCMMOro KOMOMHNPOBAHMA NMPU3HAKOB.



[eH — yyacTok xpomocombl nnn OHK, Hecywunin B cebe
NHOPMAaLMIO O CTPYKTYpe ogHoro 6erka.

[eHOTUMN - COBOKYMHOCTb reHOB.
deHOoTUN - COBOKYNHOCTb NMPU3HAKOB OpraHn3mMa.

BapunaHTbl HacneacTBEHHbIX PakTOPOB UK anbTEPHATUBHbLIE
COCTOSAHUSA reHOB (JOMMHAHTHLIN, PELLECCUBHbLIN) HOCAT
Ha3BaHWa asiened.

[eHOTUN MOXET ObITb 20M0O3U20MHbLIM NPU HaNU4nKn OByX
oanHakoBbIx annenen (AA nnun aa) Unm eemepo3u20MmHbIM,
ecnu annenu pasHbole (Aa). ilHoraa oTHOWEHNS AOMUHAHTHOCTH
N PELLECCMBHOCTM OTCYTCTBYIOT 1 00a annens nposiBfnsoTcs B
deHoTMne. STOT TMN B3aMMOOTHOLLEHMA annernen Ha3blBaeTcs
KOOOMUHUPOBAHUEM.



I eHoMm

[eHOM - nonHbIn coctaB HK kneTkn, To ecTb
COBOKYMHOCTb BCEX TEHOB N MEXIeHHbIX
ydacTkoB. MOXXHO cymnTaTb, YTO FEHOM -
NOMNHbIK HAOOP MHCTPYKUMW ONA
doopmMmpoBaHnsa U PYHKLIMOHUPOBAHNSA
nHavsemnaa.



[ eHOM - COBOKYMHOCTb HacneaCTBeHHOro
MaTepuana, 3akto4eHHOro B 2arisioudHoMm Habope
XpOMOCOM I'Ipm non0|30|v| pa3|v|Ho>|<eH|/|M

NONOBbIX KJ'IeTOK o6pa3y;| reHOTWN HOBOTO
opraHmama. Bce comaTtnyeckme KNeTku Takoro
opraHu3ama obnagarot ABOMHbIM HADOPOM reHOB,
Nofly4YeHHbIX OT 0bounx pogutenen. Takmum obpasom,
2eHomuri - 3TO reHeTu4yeckas KOHCTUTYLUS
opraHu3ma, npeacrasnstolias cobon COBOKYMNHOCTb
BCEX HACNeACTBEHHbIX 3a4aTKOB €ro KneTok,
3aKMNYEHHbIX B XPOMOCOMHOM Habope -
Kapuomure. XpOMOCOMHbIN Habop venoBeka
COCTOUT 13 23 nap Xxpomocom. Kapuotun
pasnnyaeTcs y npeacraBmTenen pasHblix Nosos rno
OOHOU nape XpPOMOCOM (reTepoXpoOMOCOMbI UK
NnonoBbie XpoMocoMmsbl). Pasnnymnsa kacatotcs
CTPOEHMS NONOBLIX XPOMOCOM, 0003Ha4YaeMbIX
pas3nuyHbiMm dbykeamu - X n Y (XX nnn XY).



Knaccudukanus HacIeACTBEHHOM ITaTOJIOTUH

MoHoreHHble 6onesHn, cBs3aHHbIe C MyTaunen eauHCTBEHHOIO

—  TeHa. OAW HacIeayroTCcda 1Mo a/d, a/p W X-CUETTTEHAOMY Thmy,
MyrnbsTndaktTopmarnbHblie 3aboenBaHns, CBS3aHHbIE C MyTaUNen
HEeCKOJIbKMX reHOB — 3TO NofinreHHoHacrneayemblie. PeliatoLyto
porb B pa3BnTUn 3TUX bonesHen urpatoT pakTopbl BHELLHEN
cpeabl. OHM He HacnenyroTcs No 3akoHam MeHgens, uveer
MECTO HacneacTBeHHOe npeapacnonoXXeHue,

XpOMOCOMHble 60one3Hn — 0bycnoBneHbl XPOMOCOMHbLIMU U
EHOMHbIMW MyTauUUAMWU;

bonesHun, obycnoBrieHHble MyTaLMAMMU FrEeHOB COMaTUYECKNX
KrneTok (numdountoB, pndpobrnactos, MMOUMTOB 1 OP.),
dbakTOMaTo3bl, TKaHeBble AMcnnasnn, Hekotopole BIP u
NMMMYyHoAeUUNTLI, OHKO3aboneBaHUs;

—— bonesHu, cBA3aHHbIE C MYyTaunaAMn MUTOXOHOPUASJIbHbIX TEHOB.



CeMHOTHKA HACIEICTBEHHOU
[I1aTOJIOTUU

1. TIONMCUCTEMHOCTb NOPaXeHUs. B OCHOBE 3TOro SABMEHUS — NIIENOTPONN3M
reHOB — BIMsIHWE OAIHOrO reHa Ha (hOPMUPOBaHUE HECKONMBbKUX NMPU3HAKOB;

2. Cerperaumsa cuMnToMoB 3aboneBaHusi B CEMbE (CEMENHbIN FTEHETUYECKUI TPY3);

3. MNMporpeccupoBaHmne 3aboneBaHus;

4. OtcyTcTBUE ahpdekTa OT nedeHna (ymcTBeHHasa otctanoctb rnpu OKY, nnm
MYKOBUCUMA03);

5. PasnnyHoe Bpems MaHndgecTtauumm 3abonesaHna (HacneacTBeHHble 601e3HU
aMUHOKUCIIOT — AebtoT Ao 6Tn mecsaue, xopesd FeHTUHrToHa — B 40 ner);

6. Hannune MmnkponpmnaHakos, CTUrM, HEOBbIYHbIX CUMNTOMOB (CrneynguyecKni
3anax, KodbenHble NATHa 1 4p.);

7. Hepgopassutune unm YypeamepHoe pasBuUTNE OTAENbHbIX YacTen Tena (MpUMepHO
10 HacneaCcTBEHHbIX CUHAPOMOB C 3TUMM NPU3HaKaMK);

8. INleTanbHbI ncxoa B HeobblvHOE ANst AaHHOro 3aboenBaHnsa Bpems (Hanpumep,
B 2 roga MHMapKT MrMokapaa — HacneacTBEHHAs rMnepxonecTtepuHemMms);

— 9. OTHUYecKas NpMypo4EeHHOCTb Npu3HakoB (bonesHb Tes-Cakca — 6onetoT
eBpeun-allKeHasun, ecTb «puHckas rpynna 6onesHemn»).



MeTobl MEAUIIMHCKON T€HETUKU

KrnMHMKoO-reHeonormn4ecknm MmeTog — Metof
N3y4eHna PoaOCIOBHbIX;

LinToreHeTn4yeckmun metoa — npegHasHa4vyeH
ONa N3y4yeHua CTPYKTYpPbl XPOMOCOMHOTIO
Habopa uUnn oTaenbHbIX XPOMOCOM,;

buoxnmmyeckne metoabl — HarnpaereHbl Ha
BbisIBNEHMe meTabornnyeckoro gedekra (psaa
3aborneBaHun obMeHa BeLLECTB NyTEM
Ka4yeCTBEHHOIO U1 KOSTMYECTBEHHOIO
aHanmaa);



MeTobl MEAUIIMHCKON T€HETUKU

MonekyndapHo-reHeTu4yeckne — npeaHasHaveHbl ans
BblBNeHUa nameHeHun B ctpyktype OHK;

MeTtoa npeHaTanbHOW AMarHOCTUKN — BHYTPUYTPODHagdA
AVarHoCcTukKa HacrneacTBeHHbIX 3aboneBaHum;

brnn3HeuoBbIM METOL — METO UCCNneaoBaHUA No NapTHepPY
— NO3BONAET onpenenuTb pornb reHoTuna B HacnegoBaHUn
CITOXHbIX MPU3HaKkoB. brnnsHeLbl MOryT ObITh:
OOdHositiuesble — pa3BUBAlOTCA N3 OOHOW ANLEKIETKN,
ONNOAOTBOPEHHOW OAHMM CrepmMaTo30mna0M
PasHosiuuesbie — ABe ANLEKIIETKMN U Ba cnepmMmaro3onaa.



MeTobl MEAUIIMHCKON T€HETUKU

[lepmatornndunyecknn metoq — uccriegoBaHune penoeda

y3opa mexay 11 n19 HegensiMn);

[TonynaunoHHO-CTaTUCTUYECKUN METO — OCHOBAH Ha
N3y4YeHnn HacrencTBeHHbIX bonesHen B 60NbLINX
nonynaunsix co ctaTncTniyeckon obpadboTKon AaHHbIX.
[Tonynauua B reHETUYECKOM CMbICIie 3TO
NPOCTPaHCTBEHHO-BPEMEHHAA rpynna CKpeLunBatoLLnXCcs
mMexay cobon ocoben ogHOro 6ruonorn4eckoro Bnaa.
[eHeTn4eckas CTpyKTypa nonynsauum — 3To 40N roMo- u
retepo3uroT B HeW. [ eHHble YacToTbl — A0NA AOMUHAHTHbIX
N PeLeCCUBHLIX anneriem ogHOro U Toro Xe reHa B 3Tou
nonynsauun. BeipaxaeTtca B 4onax eguHuubl Unu B
NpoLeHTax.



| eHeTHUECKUHU TPY3

[lo poxaeHusa nposasnaeTca becnnogmnem,
CNOHTaHHbLIMM abopTamu, Bbikuabiwamu (20%
BCeEX DepeMEHHOCTEN).

[TocTHaTanbHbLIN - NPOABNAETCS Pa3fINYHbIMU
3ab0oneBaHNagMMN.

Kaxabiv pebeHok HacnegyeT Kak MmuHumym 10
CKPbITbIX TEHHbIX MyTaLUW.



MyTareHHbIC (paKTOPbI

PaanaunoHHbIn poH 3emnu;
ConHevyHasa akTUBHOCTb;
MHeKUMOHHbIE 3aboneBaHus.



Turer MmyTaium

MyTaunmn, He nameHsaLwmne PyHKLMMU OpraHoB

YHacnenoBaHHble — nepeaarTcs C NofoBbIMU
KneTkamu poauTeneu;

CroHTaHHbIE (HOBbIMM) — BO3HUKAIOT NoA
BO3ENCTBMEM MYyTareHHbIX Q0akToOpoB Ha
reHHbIN annapaT NoMoBbIX KIETOK UMK Ha
3UroTy npu 3adatum pedeHka. Hosble
MyTaumn BO3HMKaT npumMmepHo y 10%
noaen.



Buael MmyTanuu

[ @eHOMHbIE — CBSI3aHbleé C UBMEHEHMNEM YUCTIa
XPOMOCOM;

XPOMOCOMHbIe — CBA3aHble C UBMEHEHNEM
CTPYKTYPbl XpPOMOCOM,

[ eHHble — cBA3aHble C U3BMEHEHUEM Ha
ypoBHe [OHK.



MexaHu3M BO3HUKHOBEHUS MYyTalllM

KpoccuHropep — obblMHOE NepemMellnBaHue
OTLOBCKMX U MAaTEPUHCKMNX rEHOB MNpu
obpa3oBaHUN IMOPUOHA;

ToyeyHaqa myTauums;

MHBepcusa - nsmMeHeHne nopsaka
PACMNONOXEHUA rEHOB B XPOMOCOME,
Bbl3BaHHOE nepeBepTbiBaHUEM Ha 180°
BOsbLLIOro M ManeHbLKoro ydactka BHYTpuU
XPOMOCOMBbI.



