T'eHeTHKA Yesi0BeKA (OT rpey. - MPOUCXOKICHHUE) — pa3ien |
T€HETHUKH, U3yYarOIUi HACJIEICTBEHHOCTh U N3MEHYHUBOCTh
HOpPMaJbHBIX 1 AaHOMAJIbHBIX IIPU3HAKOB YEJIOBEKA.




I enemuxa uenosexa usydaeni.

0 TeHETUYECKYI AeTepMUHaUNIO PU3NONOIMYECKUX, BUOXMMNYECKUX U
MOPdOSIOrM4YeCcKUX CBOUCTB OTAENbHbIX TKAHEW U OPraHoOB, YENoBeKa,
HEepPBHO-ryMoparnbHYH KOOpAMHALMIO ero NCUxXmM4eckom (3IMoLnoHasribHOW) n
NHTENNEKTyanbHON OeATENbHOCTY;

1 CcTaTUCTUYEecKne 3aKOHOMEPHOCTU pacnpeaeneHns reHHbIX YacToT B
MUKPOMONYNALMSIX;

01 MeTOAbl 3aWMThl reHOTUMNa YerioBeka OT NopaXXeHUs pasnuyHbiMu doakTopamm
cpenbl — XUMUYECKMMUM areHTaMmun B NpoOn3BOACTBE, MOHN3UPYIOLLIEN
paguaumen, papmMakonormyecknmMmmn npenaparamm, KOCMUYECKUMMU
N3Ny4YeHnamu v gp.

0 reHeTUn4eckyt obycrioBrneHHOCTb DonesHen, ux nepenady B NOKOSIEHUSX,
NposiBfieHNE B OHTOreHe3e, pacrnpocTpaHeHne B NONynsUusix, BO3MOXHOCTb
MeOUKO-TeHETUYECKMX KOHCYIbTaunn No Bornpocam HacrneaCcTBEHHbIX
bones3Hen, reorpauyeckoe pacnpocTpaHeHne nT. a.;

1 pOorb HAacnNeaCTBEHHOCTU U cpedbl B MOPMUPOBAHUM NIMYHOCTH;

1 MOJNEKYNSAPHbIE MEXaHU3Mbl MAMSATU, OCHOBAHHbIE Ha NPUHLMNE
KOANPOBaHUSA 1 NepeaaYn HacneacTBeHHOW MHdopMaLnuy;

1 POJib CUrHaNbHOM CUCTEMbI B HAKOMMNEHUN U NepeaaYve B NOKONEHUAX
NPUobpeTEHHOW B OHTOreHe3e nHdopmaumn, 1 1. A.



1 BHeluHeW cpenow Ons Yyernoseka

ABMAKOTCA coLmarnbHble YCNOBUA U ¢peHOTUM = reHOTUN + yCroBIAS
dhmamnyeckune hakTopbl cpeabl, Bl s gt
B3aMMOCEA3b MeXly reHaMM M OKpYXalolleH
KOTOpPbIE B OONbLMHCTBE CN y4yaeB Cpenoii yueHbie MHOTa CPABHUBAIOT C
- 3apsAXeHHbLIM MMCTONETOM M KYyPKOM.
OH CaM CO3,D,aeT. O,U,Ha KO Ka)K.D. bl Mucmonem He ebicmpenum, noka He 6ydem
Ha)Xam KypoK.
YernoBeK UMEET CBOK BUOSOrnio U EnE e g L

HacnencTBeHHble OCODEHHOCTU: B e L e g L
ebiucpamb U C IJTIOXUMU KapmaMu. iy

npupoae HeT ABYX UOEHTUYHbIX &

noaen Kak no peHoTuny, Tak 1 no

reHoTMny (Kpome ogHOSAMNLEBbIX

©nn3HeLoB).

1 JTO pasHoobpasne
CBUOETENBbCTBYET U O TOM, YTO B
4yerioBe4eCckon nonynaunm naet
npouecc UHTEHCUBHOTIO
reHETUYECKOro pacLlienneHus.
KomMOuHaumm ogHMX TONbKO
HEroMonorM4HbIX XpOMOCOM B
MENOo3e y YernoBeka MOXeT BbITb

0 8388 608.




Kaxkabln HopMarbHbIN YernoBek K OgHOMY BUAY AeSATENbHOCTU CnocobeH
bonbLle, YeM K Apyromy.

[TloTeHumarnbeHo, T. €. reHETUYECKU, YENTOBEK HEeCPaBHEHHO boraye no cBoOMM
BO3MOXXHOCTAM, HO OH HUKOIrda He pealin3dyeTt UX rnoJiIHOCTbHO B CBOEW XXN3HW.

310 06bACHAETCA TEM, YTO 4O CUX MOP €eLLe He BblpaboTaHo METO40B
BbISIBIIEHUS1 UICTUHHbBIX CNOCOBHOCTEN YernoBeka B NpoLecce ero AeTCKoro u
IOHOLLIECKOIO BOCMNUTAHUS!, 8 NOTOMY U HE NPeaoCcTaBMNsAeTCa afeKBaTHbIX
YCIOBUI ANS UX Pa3BUTUS.

Mano Toro, B yCnoBuaX KannutanmctTnideckoro obuectaa nogaBnseTcs Beskas
BO3MOXXHOCTb BbISIBIIEHUSI TEHETUYECKMX CIOCOOHOCTEN N X Pa3BUTUA Y
nogen HEUMYLLIMX KNaccos.

[lo Mepe pa3BUTUS COLMANMCTUYECKOro crnocoba Npon3BoacTBa, NOBbILLEHUS
OnarocoCTosIHUS N KYNbTYpbl U CO30aHUS PpaBHbIX MaTepuanbHbIx bnar
OTKPbIBAOTCSH LUMPOKNE BO3MOXHOCTU BbISIBUTb FEHETUYECKMNE NMOTEHLUM
Kakgoro YneHa obuwectsa. B aToM 3anor ycnexa MHTENNeKTyanbHOro
nporpecca YernoBeKka B COLMannMcTM4eckoM U KOMMYHUCTUYECKOM ODLLEecCTBE.



- B cooTBeTcTBMU C 3aKOHaMU NOMynsaLUUOHHON FrEHETUKN
yerioBeka Hapsigy ¢ NpUcnocobneHHbIMM K KOHKPETHbLIM
YCITOBUAM XWU3HU MHOUBUAAMW NOABAAKOTCA Nvua C
HebnaronpuUATHLIMU COMETAHNAMU HACNEOCTBEHHbIX
doakTopoB.

- [TonumopdHble annenn ABNATCA UCTOYHUKOM reHETUYECKOM
Bapuvaumn 1 onpeaenarT xapakTep nHansmayanbHOro Te4eHus
BbornesHn, NponucxoXxaeHne XpoHmn4eckon dbonesHu, bonesHemn c
HacneacTBEHHbLIM NMpeapacnonoXXeHNeM, NoBbILLEHHYHO
YYBCTBUTENBLHOCTb K HEKOTOPbLIM NTEKAPCTBEHHLIM MpenapaTam.

- B aBontounmn yenoseka 60onesHb Kak hakTop eCTECTBEHHOIO
oTbopa urpaet 60nbLLYH POorib, a 3BOMOUNS reHOoTMNa
N3MEHSIET COMETAHMSA NATONMOMM4YECKNUX NPU3HAKOB.
3aBNCUMOCTb 3BOMKOUMN BONE3HN OT USAMEHEHUN reHOTUNa
OYeBUIHA, XOTS KOHKPETHble dOPMbl 3aBUCMMOCTM BO MHOTMX
OTHOLLEHUAX ELLE HESICHBbI



- PaKkTopbl 3BOSIOLMN B TEYEHNE ANNTENBHOIO BPpEMEHN BINANA
Ha dopMUpoBaHME DUOXUMUYECKUX, UMMYHOITOTMYECKUX,
donanonornyecknx u Mopdposiormyeckmx CBOUCTB OpraHm3ma, a
Takke Ha BO3MOXXHOCTb BO3HUMKHOBEHUS U3SMEHEHUH,
naTororndeckmnx obycrnosnmeast MHOroobpasme
Ho30s10rn4ecknx popm bonesHen y 4yenoseka.

- [NogobHbIM nonuMopdnam HabrogaeTcs Kak B paMKax
9THUYECKOM rpynnbl, Tak U B bonee orpaHUYeHHON Nonynsymn
(MexcemenHas N3SMEHUYMBOCTL) NMBO gaxe B npeaerax oaHou
CeMbM (BHyTpucemMenHasd N3MEHYNBOCTD).

- [NonynaunoHHO-reHeTn4Yeckne noaxoabl BaXHbl B NniaHe
peLleHnss COBPEMEHHbIX 3aay NPodunakTnkmu 6onesHen.
TwarenbHoe n3yvyeHne HacrneacTBeHHbIX NPU3HAKOB,
CBOWCTBEHHbIX KOHKPETHbLIM NMONyNALUNUAM YenoBeKka, No3BoNnT
BbIIBUTbL aganTUBHbIE U HeadanTUBHbIE K YCIOBUAM cpeAbl
reHOTUNbI, ONPeaennTbL TEHOTUMN UHOUBWNAA, ero COOCTBEHHbIE
aganTuBHbIE U HeadanTUBHbIE KayYecTBa.



I eHeTHKA YeI0BEKA M3YYacT -

reHeTUYeCKylo OeTepMumHaumio U3NoNormvyeckux,
BUoXMMmMYEeCKNX 1 MopPororn4yecknx CBOMCTB OTAENbHbIX
TKAHEN U OpraHoB YenOBEKa;

POJib HACNeaCTBEHHOCTU U cpeabl B dOPMUPOBaHUM
NTNYHOCTU;

MyTaLnKn YernoBeka u MeTodbl 3aLMTbl €ero reHoTMna ot
noBpeXaeHnst pasnuyHbiMm doakTopamm cpeabl;

poJib HacleacTtBeHHOCTU B BOSHUKHOBEHUN U PAa3BUTUU
NaToNOrM4eCcKUX N3MEHeHNM Yy YeJrioBeKa U rnpoYumx.



MeToabI T€eHETUKH Y€JI0BEKA

OCHOBHbIMW MEeTo4aMU reHeTMKa YenoBeka
ABNAKTCHA ONU3HELOBbIN,

)

- NONYNAUMNOHHO-CTAaTUCTUYECKUN (M3yHeHne
pacnpocTpaHeHnsa OTAENbHbLIX FTeHOB UM
XPOMOCOMHBIX aHOMasrMn B YenoBe4YeCKnX
nonynauusax),

- LUMTOreHEeTN4YeCKn (aHanm3 KapuoTmna YenoBeka) u
Ap.
- B cBA3K ¢ MHOrorpaHHOCTbLIO UccrnegoBaHuU B

COBpeMeHHOVI reHETUKa 4erioBeKa onpenerunricd pag
CaMOCTOATEJIbHbIX HaﬂpaBﬂeHMVI.



- [T03BOMIAET OIIPEAETITE CTENEHE
BHHSH@HOBBII/I MCTO/ BosgeifcTBIA OKkpYy:Karomeil cpeIel Ha
TeHBI, TaK KAK MOHO3ITOTHEIE
| OMII3HEILI TeHETIIUE CKII OQHOP OTHEL.

fAee nnauenTy

KonkopmanTHOCTSE , %0
ITneHTHYHBI HerineH-
Hp IT3HAK om T3HELIbI TIHYIHBIEC
ONIT3HELbI
Ase nduexnerxn
r @ ['pymma kporu (ABO) 100 46
[IpeTrmas 99.5 28
PR—— [TarminnsgpHbIe TITHIIT Q2 40
® bponxnansHag acTMa 19 4.8
Kopp 98 94
S
< TyGepkymnes 87 25
e [MTirsodpertia 70 13
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LinToreHeTuueckun meton

OcHOBaH HA U3YYECHUH XPOMOCOMHOTO Ha6opa YEAOBEKA.
B HOpMe KapuoTHII YeAOBEKA BKAIOUAET 46 XpomMocom —
22 IAPBI AYTOCOM M ABE ITOAOBBIE XPOMOCOMBI.

lcnioAp3oBaHmne AGHHOTO_METOAA IIO3BOAMAO BBIABHTD IPYIIILY
OOAE3HEH, CBA3AHHBIX AMOO C MBMEHEHHEM YHCAQ XPOMOCOM,
AMOO C M3BMEHEHHAMH HX CTPYKTYDBL | aKHe OOAE3HH HOAYIHAU
HA3BAHHE T'€HOMHBIX H XPOMOCOMHBIX COOTBETCTBEHHO.

Q 1

Hepacxoxaenne noaossix xﬁmﬁaen
obpazoBaHne CIIEPMATO30HAO K i

XPOMOCOMOH 1 6e3 moAoBoOiIl XPOMOCOMBI.
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[[eHeanornyeckum meton —

n3yyeHue HacneaoBaHUA NPU3HAKOB C NOMOLUWbLIO
COCTaBneHnsa poaoCnoBHbIX

| -l-. HacnegosaHue 5]
~ NeBOPYKOCTH VR I > I
_i® & O L_J
‘ . Hanass D

Cra’T .




IHonyJAMOHHAA NeHETHKA YeJI0BEKAa

+ U3y4YaeT reHeTUYeCKne NpoLecchl B rpyrnnax Jtogeun,
npoucxogsuime npu onpegenerHbIX cucTtemax
bpakoB, nofd BrnusiHnem oakTopoB 0TOOpa, MyTaL i,
N30NALNM N MUTPaALIMN HACENEHUSA, U
3aKOHOMEPHOCTN OPMUPOBaHUA reHOTMNA
YyenoBekKa.

- Y>Xe U3BECTHbl pacoBble reHeTU4Yeckme 0COBEHHOCTH
nonynsauMn B pasHbiX reorpadpnyeckmnx 3oHax,
npoaHann3npoBaHbl NPUYNHLI F’EHETUYECKUX
pasnnuynn Mexay otaerbHbIMU rpynnamMmu nogen..



nonynaumMoOHHO-CTATUCTUYECKUIA

J/laHHbIM MeTOoA JaeT
BO3MOYHOCTb U3Y4MUTb
reHeTUYEeCKyHo
CTPYKTYpPY nonynaumm
Yye/ioBeKa, BbiIBUTD

| CBA3b MEXAY
OTA€/IbHbIMM
MonyAaUMaAMK, a TaKxKe
NMPO/IMBAET CBET Ha
UCTOPMUIO
pacrpocTpaHeHus
Yye/IoBEKaA MO M/1aHeTe.




I-IOI'IyI'IHLI,I/I&HuH bli MeTon
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‘
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B pacnpocrpanenne manspim

Hacrora resa CeproBHHO-KIETOYHOH aHe MHH
B HOIV/ISIMHE YeJ10BCKA:

B 1-10% B 11-20%

Azwust







PACOBbIN COCTAB

‘ YeroBe4eCKHE PAChI I
Espasniic xast IKBATOP HANH HASK 7 Mo xr oo waast
|G I _GSeTpans =y I el L) I

Kopennoe Hacenenme Eppomel, KopexHoe HaceneHue Kopennoe Hacemexme
Oxmo# Asmu, CepepHoR HentpamHoi 1 KO0k [{entpamHoi 1 Boctouxomi
A bprxu Adpuxy, AscTpamuu Asym, Wagonesmy, Cubupu
| I I
IpnsHaxn: Ipnswaxn: IpxsHaxu:
- CBe MBI M CMYTIIBIN LBeT KO L Koxa tenmaz - Koska ¢ xentosaremv
L ¥3xoe maio - JTmao y3Koe M HUS KOe OTTEHKOM
- ["y6p1 0BpraHO TOHKME L ["ybe1 TOnC THIE - YrmonjeHHOe NMpPOKOe JIHI0
- CHITBHO BBIC TYTIAXONIMIE HOC - Hoe nmp oxedt - CHITBHO BBIC TYTIAOLME CKYJIIBI
- Cknagxa BepXHero pexa - [II1poKo OTKPBITHIE MIa3a L VninonjeHHR HOC
[passuTa cnabo [Kapero useTa - nmasa ysxue packockle
- Marxue ponoce: . CkmazKa BepXHero pexa - Bepixee Bexo 3aKpeITO
- CyorsHO pactyume bopoga u [paseura cnabo [KOMHOM CKIAAKOMH
7 CBI - Kypuasble qepHbIe BOIOCHI - K ecTxue mpAMBIe TeMHbIE
- Bopoaa u yosl pactyT cnabo [B OO CBI
- Bopoga u yesl pactyT cnabo




buoxnmmnuecknn Metoa (npuMep)

AHannz aMUHOKNCAOTHBIX
NOC/Aefo0BaTebHOCTEN
MyTaUOHHO MESMEHEHHIX
befiKoBLIX Lenen reMorsiobnHa
NO3B0JIN BEISBUTE HECKOLKO
HacneAcTBEHHbIX AEMEKTOB

[lemorobnHo3bI- 3aboeBaHNs, B
OCHOBe MX ﬂe>K§T MBMEHeH Mg Pue. 39, Juextponnn Muxpockonimeckie dororpadun sopeaitsux (cAesa) w cepnosi
DenkoBbIX Lenen reMoriobynHa e S

[[aK, npy CepRoBNAHO-KIETOUHOY
aHEMUN Y UeioBeKa aHoOMas bHbIN
[EMOJI0OMH BCAEACTBME MyTalnn
OT/IVYaETCH OT HOPMas bHOLOo
3aMeHOoV TOIbKO O4HOW
aMUHOKMCOTbI (1yTaMHOBOM
KNCAOTHEl Ha BaﬂMHY




METO,Z[I:I I'eHETHUKHU Ye/IOBEKA

® eHeasiornyeckuin (KIMHUKO-
reHealorMyeckuin)

® LluToreHeTMYeCKni

® BMOXMMUYECKNN

® NHK-amMarHocTtuka

® BNU3HELOBbIN

® lepmaTtornudomka

® MonyNsUNOHHO-CTaTUCTUYE CKUN

® MeTo/bl reHEeTUKN COMaTUUYECKUX K1 TOK




OCHOBHbIE COCTABNAKOLLUNE
MEAOAUKO-TEHETUHECKOIO KOHCYJIbTUPOBAHUA

B B 1929 I. COBETCKUIA FEHETUK,

HeBponaTosor
C.H.[laB1aieHKO opraHn3oBasl
nepByto B MUpe MeanKo-
reHeTUYeCKyH KOHCY/IsTaumio.
OH nepBbIM B MMpe NnocTaBusl
BOMPOC O Heo6XoAMMOCTHU
COoCTaB/IEHMSA KaTasiora reHoB
yesnioBeka, chopmMyiMpoBar
MOHATUE O reHeTnYeCcKon
reTeporeHHOCTU
HacnenCTBEHHbIX OONe3HeNn
yesioBeka.




Sy e |50 e

MEOWKO-NEHETU4YECKOE
KOHCYIIbTUPOBAHWUE

. unarHos (KnuHu4Yeckumn, OUOXUMUYECKUMN,

kapuonoruyeckuu, HK)
Ob6cnenoBaHue cemMbM
CocTaBneHue poaocrioBHOMU
AHanus poaoocnoBHOMU

NMnaHupoBaHue NpPoMUNaKkTUYECKUX WU
ne4yeOHbIX MeponpUATUNA



MeaukKo-reHeTU4ecKoe
KOHCY/1IbTUPOBAHUE

| 3Tan. YToyHeHue anarHo3a 3abonesaHus

Il aTan. [NpoBoAnUTCA pacyeT pUCKa POoXKAeHUA
6onbHOro pebeHka B cembe

Il 5Tan. [JaeTca o6bACHEeHMe NPorHo3a.




MOpaJ]bHO-BTI/I‘—Ie CKHE 11PpO OJ1eMBI

IIpu MeuKO-reHeTHUeCKOM KOHCY/IbTHUPOBAaHHH CYIIleCTBYeT P
TPYAHOCTEH MOP a/IbHO-3THUECKOr0o Xap aKTepa:

BMellaTe/bCTBO B CEMEeHHYI0 TalHy (BO3HUKaeT NpH cbope
AAHHBIX /ISl [IOCTPOEeHUs] PO/I0C/IOBHBIX, [IPU BbISIB/IeHHUH!
HOCHTe/IeH I1aT0/IOr HueCKOoro reHa, NMpy HeCcoBI1a/leHUu!
IacCIOPTHOTO ¥ OMO/IOrHYeCcKOro OTLIOBCTBA U JIp.; MpodiieMa
pa3peliaeT csi KOPpeKTHBIM OTHOILIEHHEeM Bpaua K IaljUeHTy);

OTBeT CTBEHHOCTh Bpaua-reHeTHKa B cjlyuae coBeTa
KOHCY/IbTUPYIOLIHUMCH HA OCHOBAHUM BEpPOSITHOCTHOIO IIPOrHO3a
(HeoOXx0 MO, UTOObI MALHEHT MPaBH/IbHO MOHAI MeJHKO-
reHeTUue CKyr HH(popMaLHIo, KOHCY/IbTaHT He JJ0/DKeH iaBaTh
KaTeropuueckKHx COBeToB (OKOHU aTe/IbHOoe pelieHHe MPUHHUMAaoT
CaMH KOHCY/JIbTHPYIOIHUeCs).



NHaue roBops, 3a/iayeil reHeTHUECKOH
KOHCY/IbTAIlMH SIB/IAETCA COCTaB/IEHHE
reHeTHYeCcKOro NMporHo3a B ceMbe
MHAMBH/yyMa C aHOMa/Iuel (pusnyeckoro,
IMCHXHUYECKOro JIH00 Mo/I0BOro pa3BUTHA H
BbIOOPp nMpoduIaKTHYECKHUX MepONpPUATHH
o NMpeAynpexXJAeHUI0 PoXKJeHHus 00/ IbHOT0
pedeHKa.



I loxazanus AJII HAIIPABJICHHUA CCMBbH B

MC/IHKO-IT'CHCTHYCCOKYIO KOHCYJIbTAI[HIO.

| HAIMMHE CXO/JHLIX 3200 eBanmil Yy HECKONLKHX WICHOB
CEMbLH;

| mepBHTHOC OecILIoOHE CYIIPYTOR;

| NMPHBLITHOE HEBLIHAINMABAHAE OCPeMCHHOCTH;

| OTCTABAHHE PeOcHKA B YMCTBCHHOM H (PHZHIECKOM
PABHTHH;

| poXNcHHE peOeHKA ¢ BPOX/NCHALIMHA IOPOKAME
PAIBHTHSN;

| NCPBHTTHASI AMCHOPES, 0CO0CHHO ¢ HEOPAZBATHEM
BTOPHIHLIX IIONOBLIX NPHZHAKOR;

| KPOBHOC POJICTEO MECE/NY CYIIPYTaMH.



B Pe3yc-OTPMUATENMNY® KPOSs MATEPH NONAAIXT PeIyC™ “Knerxn nanati’ MaumHanT axTueny supaborky anturen
NONOXMTENRHME IPUTPOUNTH. MATEDUNCKER KPOBS yxe K PEIYC-NONOXUTEABHEIM IDUTPOUMTEM, KOTOPME “epel

NYNOBUMMLIR KPOBOTOK NONAAAKT 8 KPOEs NNOAA.

Pe3yC-KOHMNUKT

® Rh spurpounti
@ Rh -spurpouuThl
=) Rh-anturena

—* Hanpasneuue
OBUKECHUSA




