MeToabl H3yUeHMU S
FeHeTUKH Ye/I0BeKa



HEBO3MO>XXHO McnoJsib3oBaTtb OCHOBHOM MeToa B reHeTmke 5
FMGPMAOHOFMHGCKMﬁ, HEBO3MOXXHO CKpeuwunBatb B NCKYCCTBEHHbIX YyC/10BUAX,
T.€. NpoBeaAeHUA NpAMbIX SKCNEepNMEHTOB,

CNOXXHbIW Kapuotun - 60siblIOEe 4YUC/ZI0 XPOMOCOM B Kapuotune: 2n - 46,
60blLLIOE YNCNIO rpynn CUenJIeHUus;

HEMHOro4ymcsieHHoe NMOTOMCTBO — HEBO3MOX>XHO MpPOBOAUTb CTAaTUCTUUECKUH
aHanu3. 3a ogHy 6epeMeHHOCTb, KaK NMpaBwWIo, po)AaaeTca oAuH pebeHoK,
MCKJIIOUYEeHMe - poxkaeHue 6/In3HeLoB;

MaJioe KOJIN4YEeCTBO NOTOMKOB;
HEeBO3MOXXHOCTb ¢dopMupoBatb HeobxoaMmMyro cxeMy 6paka, TaK Kak

noan ceoboaHo BCcTtynatoT B 6pak (B ocHoBe 6pakoB ne)aTt 1iobble MOTUBDI,
KpOMe Hay4YHO-uccneaoBaTesibCKUX Hesien);

nosgHee noJsiogoe co3peBaHue- npoaoNKNTENIbHOCTb LUKIIa pPa3Butma Ao
HactyniaeHumsa noJsioBoM 3pesioCTH,;

peakKkas CMeHa NOKOJIEHUM — OAHO NOKoJIeHUe Yy YesnioBeka 25 ner;

NpoAO/DKUTENIbHOCTb >XU3HU COM3MepuMMa C )>XU3HbIO MUcCciegoBaTtens,
OAHOBpPEMEeHHO MO>XXHO HabnaaTb U NpoaHanM3npoBaTb 3 — 4 NOKOJIEHUSN;

HEBO3MOX>XHOCTb CO3[laHUA OAMHAKOBbLIX YCJ/IOBUW, cpepa AJIA 4YesioBeKa
6051ee WIMpPOKOE TMNOHATUE, 4YeM [AJIA XXUBOTHbIX M pacteHMn. Hapsay c
nUTaHMeM, KJIiMMaToOM M Ap. abuotnuyeckumm n 6mMmoTnueckmmm akTopamm,
cpeaoM pAna JesioBeka HABJIAKTCA M coumanbHble ¢aKTopbl, TPYAHO
M3MEHSAEeMbIEe MO XXeJlaHUI0O uccsiefqoBaTens;

XapaKTepeH 6onbLIOM reHOTUNUUYECKnUm n cheHoTMNNUECKnm
nonumopdpusm(HannMume B npegenax ogHoOro BMAaa pes3kKo pa3J/indHbix ocobeu
APYr oT Apyra);

OTCYTCTBME FrOMO3UIOTHbIX JIMHUMN.



[[eHeanornyeckmm meton —

n3yveHme HacrieaoBeaHumA npm3Hakoe C nNOMouWbHO
CoCTaBlieHNA poaoCIIOBHbIX
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CI/IMBO.TILI, HUCITIOJb3YEMBIC ITPHA COCTABJICHUHU POAOCT0OBHBIX
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ABJIACTCH JIN ITIPU3HAK HAC/JICACTBCHHBIM
THII 1 XaPaKTEP HACJICT0BAHUA
3UTI'OTHOCTD JINI pOIlOCJ]OBHOﬁ
IICHCTPAHTHOCTD I'€CHA

BCPOSATHOCTD HaCHeIlCTBeHHOﬁ nHaToJdorumn




IIPU3HAK B KAKI0M IIOKOJCHUH

y AeTell 1 poauTesien
OIMHAKOBBIN MPU3HAK

NMPU3HAK B PABHOU CTCIICHU
MPOSABJIACTCH Y MYKYMH U
KEeHIIUH

HACJICA0OBAHHUC 110 BEPTHKAJIA U
IT'OPpU30HTAIHN

BEPOATHOCTH HACJIETOBAHUSA
100%, 75%, 50%0

MOJMAAKTUIINS, BECHYILIKH,
KypuaBble BOJIOCHI, Kapue
rjasa

IIPU3HAK HE B KAKIIOM
IHNOKOJICHUMN

y poauTe/iell NpU3HAK
OTCYTCTBYET, a y AeTeu
IPOSABJISIETCH

IPU3HAK B PABHOM CTENEHHU

MPOSIBJISACTCH Y MYKUMH U Yy
JKeHIUH

HACJICAOBaAHHUCE IO I'OPU30HTAJIHN
BCPOATHOCTD HACJICAOBAHUA

25%, 50%, 100%

(peHmIKeTOHYpHS,
CEPIOBU/IHOKJIETOYHAS aHEeMMUS,
roJjiyobie rjia3a, JieBOPyKoCTh




MY:KYHHA NMepeaaeT 3a00/ieBaHue
BCEM J10UYePAM

pPaxuT, yCTOHYMBBIA K BUTAMUHY /]

00JIeI0T NPEeUMYIECTBEHHO
MY KYHHBbI

BEPOSITHOCTH HacJenoBanus 25%
ot Bcex gaereil u S0% y Mmyx4uH

remopuiins, 1aJbTOHU3M,
HACJICACTBCHHAS aHEeMUH,
MbIIICYHASA TUCTPOPuUs

00JIbHBbIE BO BCEX MOKOJIEHUSX
00J1CI0T TOJBKO MYKYHUHBI

y 00JILHOTO 0TI A 00JICI0T BCE €ro
CHIHOBbSI

BepOATHOCTH HacaegoBanus 100%
Yy MY:KYUH

UXTHO3 KOKH, EPENOHKHA MEKIY
najbIaMu




THubl poa0CI0OBHBIX




Tunbl poaocI0BHBIX




PeueccuBHble

Hopmaanaﬂ NMUrMeHTauusa KOxu, rnas, Bosfioc

AnNbLONHU3M

BnusopykocTb

HopmanbHoe 3peHue

HopmanbHoe 3peHue

HoyHasa cnenora

LiBeToBOE 3peHUe

danbToHU3M

KaTtapakra

OTcyTcTBMeE KaTapaKThbl

Kocornasue

OTCYTCTBVIe Kocornasus

ToncTble ryobl

ToHkue ry6bi

MonuaakTunua (Ao6aBoyYHbIE NanbLbl)

HopmanbHoe 4yucno nansueB

BpaxuaakTunus (KOpoTkue nanbLbl)

Hopmaanaﬂ AlMMHa nanbLueB

BecHywku

OTcyTcTBME BECHYLUEK

HopmanbHbIK cnyx

BpoxpaeHHas rnyxoTta

KapnukoBocTb

HopmanbHbIn pocT

HopmanbHoe yCcBO€HUe rnKo3bl

CaxapHbin gnabet

Hopman bHaA CBepTbiBaeMOCTb KpOBU

Femocomnus

Kpyrnas copma nuua (R-)

KsapgpatHas coopma nuua (rr)

Kpyrnbin nog6opopok (K-)

KBagpaTHbIn noa6opoaok (kk)

fimoyka Ha nog6opoake (A-)

OTcyTcTBMe AMOYKM (aa)

Amouku Ha wekax (D-)

OTcyTrcTBMe simouek (dd)

lNyctble 6poBu (B-)

ToHkue 6poswu (bb)

BpoBu He coeauHsatoTcA (N-)

BpoBu coeauHsaoTca (nNn)

OnuHHbIEe pecHUubI (L-)

KopoTtkue pecHuubil (I1)

Kpyrnbin Hoc (G-)

3aocTpeHHbIN Hoc (gQ)

Kpyrnbie Ho3apum (Q-)

Y3kue Ho3apm (qQ)

CBo6oaHas Mo4ka yxa (S-)

Cpocliasica Mo4Ka yxa (ss)




Brin3HeuoBbIn MeTo —

n3ydyeHume Onn3HeLoB C Uenbo BblaeneHus POJIU
oxpymammeﬁ cpedbl N HacneACTBeHHOCTU Ha
pPaszuTne pas3findHbiX NMpmM3Hakoe

bnusHeubl
/\
Hopma AHoManus

MoHO3UrotHoele [U3UTOTHbIE CunamMmckue 6nusHelbl



MOHO3UTOTHBIE OJIU3HEN LI
(onHOsIMIIEBBIE)

JAM3UroTHbIe OJIU3HENbI
(nBysiilieBbIC)



bnnsHeupl

MOHO3UroTHblIE

OnN3nroTtHesle

- Bceraga ogHoro nona

- MoryT ObITb 04HO UK
pasHoro nona

- Yauwe - «/[1Be kannu Bogbl»

- CTeneHb cxoAcTBa
pasnnyHa

- ImetoT oauH
3apoAbllLeBON MY3blpb

- IMetoT KaXKabli CBOU
3apojbllueBbin Ny3blpb

- PazBuBaroTca U3 oaqHou
ANLEKNETKN (3UroThl)

- PasBuBaroTca 13 pasHbIX
ANLEKNETOK (3UroT)

- Poxxparotca pexe

- Poxgarotea valle




- [To3BOMIAET OIpeeNTh CTENeHb
BHI/BHCHOBBII/I MCTO/ BosgeifcTBIA OKpYy:Karomeil cpe el Ha
reHEl, TaK KaK MOHOBHITOTHEIE
GNMII3HEITH TeHeTIUEe CKII OHOPOIHEL.

Aee nnauenTe

KoHkopmganTHOCTS , %0
ITneHTHYHBI Hernen-
[TpirsHak GITI3HELIBL THYHBIE
ONMIT3HELIBI
Aee aduexneTcn
r @ ['pymmakporu (ABO) 100 46
[IpeTrmas 995 28
PR——— [TarmnmsapHbIe TITHITT 92 40
BponxiansHasg acTMa 19 4.8
Kops 98 94
TyGepkynes 87 25
- [MTirsodpertia 70 13




Memoowt uzyuenus O1u3HEYOB

vA ¢

B
4

1. CpaBHeHNe ogHOAULEBBLIX OrNN3HELOB MeXay
cobon (BHyTpunapHoe cpaBHeHMe)

2. SKCnepuMeHTarnbHoe cpaBHeHMe
ogHoANLEBbIX DNM3HELOB (KOHTPOrbHO-
ONN3HEeLOBbIX METOA)

- 3. CpaBHeHMe ogHoAnUeBbIX ¢ ABYAULEBBIMU

4. CpaBHEHNE ONMN3HELIOB C ApYyrMU BpaTbAaMU
N cecTpamu

v 5. CpaBHeHMe ogHoANUEBbIX BNM3HELOB,
BbIPOCLUNX OTAENbHO, C BbIPOCLLUMMN BMECTE

}v\

|
|




IIpu3HaKku, KOHTPOJIHUPYEMbIe

Yacrtora (BEepOSITHOCTD)
NOosiBJIEHHMA CXO0ACTBa, %

001LIIMM YHMCJIOM I'€HOB H Hacnen(;: B
3aBucsalMe oT OJHOsIiiIeBbIe | pa3HosiiiieBbIe

HEereHeTU4YeCKHUX (PaKTOPOB

YMCTBEHHAasi OTCTAJOCTh 97 37 95
HIu3zoppenus 69 10 66
Caxapnblii 1uader 65 18 57
OnuJaencus 67 30 53
cpeonee =70 % ~20% = 65 %
IIpectynnoctsh (?) 68 28 56 %




YacToTa (BepOATHOCTDL)

Mpu3Haku, nosiBNieHns pasnuyiunu, % HacneayemocT
KOHTpoOJnunpyembie ogoHoAULUEBbI | pa3HOAULEBbI b, %
HeGOoNbLLUM YNCIIOM FreHOB e e
LiBeT rnas 0,5 72 99
dopma ywien 2,0 80 98
LiBeT Bonoc 3,0 77 96
NManunnapHble NMUHUN 8,0 60 87
cpedHee <1% =55 % 95 %
Bunoxnmmyeckme npu3HaKku 0,0 ot 0 no 100
LiBeT KOXu 0,0 55
Pdopma BONOC 0,0 21

100 %
dopma bpoBen 0,0 49
dopma Hoca 0,0 66
dopma ryb 0,0 35




[loctTOonHCTBA MeToAa

brninsHeUoBbIM MeToA NpeanoXun ncnonb3oeatb B 1876
r. aHrn. Y4dyernoin . anbToH A4NA pasrpaHUYeHuns
BMUAHUA HAacneaCcTBEHHOCTU U cpeibl Ha pasBUTUE
PasnnUYHbIX NPU3HAKOB Y YerioBeka.

STOT MeTOo/ NO3BOSAET:

1) BBIACHUTL C HanborblleW TOYHOCTbIO Hacre4CcTBEHHYIO
npeapacrnonoXeHHOCTb K TeEM UM NHBIM
3abonepaHNAM (MHPEKUMOHHBIM U OMNyXOosrieBbIM
bonesHAM);

2) IsyuaTb BnuaHue cpenbl N HacneaAcTBEHHOCTU Ha
NpPU3HaKM opraHnsma.



LinToreHeTU4YECKUN MeTOo  —

n3yvdyeHume Kosfindyectea m CbOprI XPOMOCOM IMNpHU
nomMouu MMKpOCKOI'Ia
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Kapuorumn neBouku ¢ cuaapomom Jlayna
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Kapuorun nesouku ¢ cunapomom Tepuepa Kapuorun Majipuuka ¢ CHHAPOMOM
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HAPYILIEHHUE KOJUYeCTBA XPOMOCOM
U3MEHEeHHE CTPYKTYPbI XPOMOCOM
B KAKOM IMOKOJIEHUHU MOSIBUJIACH MYTaIUsI

MPUYMHY HACJEACTBEHHOM MaTOJOTUH




broxuMmaecku MeTOI

[103BONAET BbIABUTb NrEHHbIE MyTauun, KOTOPbIE
HEBO3MOXHO yBUAETb B MUKPOCKOI.

'EH - ®EPMEHT — NPU3HAK

BbisiBneHne nameHeHns B obMeHe BELLECTB,
HaKoMMeHNs NPoAYKTOB MeTaboNIMToOB B MoYe
UMW KPOBW HOBOPOXAEHHOr0, B OKOMOMNMOAHbIX
BOJax MaTepu C NOMOLLbI XUMUYECKUX peakLnii
Unn GakTepuanbHbIX MapKepos.



BuoxumMmmyeckmm meton —

U3yyeHne cocTtaBa BHYTPEHHUX cpel opraHnsma
(rpynnbl KPOBU, CbIBOPOTOYHbIE 6enku U T.4.) C uenbko
onpeneneHna MecTta U xapakrepa MyTauumn

CepnoBugHo-
KrneTo4yHasa aHeMus

N Ban-ruc-nen-Tpe-npo-rmyTaMmmHOBas K.-My-nus-..

* Ban-ruc-nen-Tpe-npo-eanuH-my-nns-..



| lomymAmoOHHBIN METO/T

[103BONAET BbiCUMTATb BEPOATHOCTb POXOEHNA pebeHKa C
OaHHbIM MPU3HAKoOM B J@aHHOW nonynaymnm

PaccuuTtaTb YacToTy BCTPEYAEMOCTN PELIECCUBHOIO NMpu3Haka y
reTepo3UroTHLIX NOAEN.
VIHTEPECHO, YTO ...

» BcTpedyaeMocTb rpynn KpoBK B pasHblx NONynALUAX Noaen
pasHaa. Cpegn asnartos npeobnagatoT Nogn ¢ TRETbEN FPYMNMNon
kKpoBU. Cpeaun eBponenLeB — ¢ NepPBON U BTOPON.

» CepnoBUOHOKIIETOYHON aHeMWEN Yallle DonetroT
adopoamepurkaHLbl

GeHUNKeToOHYPNEN Yallle OoneroT eBponenyb.

» ANbOUHOCHI — 0CODU, NULLEHHBIE NTUTMEHTa — BCTpeYakoTcA
cpeav naen He Tak yx peako: oguH criydan Ha 30-40 Teicau.

» OTKNOHEHUA OT HOPMbI LIBETOBOIO 3peHna BecTpeYvatotcay 8%
MY>XUUH, YV XKeHLWWH — 0,5 %.

v



[lonynsgunoHHbIN MeToA( MPUMEP)

CTamneTMYECKINI aHanua SN

PN

PACHPOGTPaHEHNS OTAENBHBIX
HacNefacTBEHHbIX MPU3HAKOB
(FeHeB) B MOMYASLMAXJIOAEN B
PasHbBIX CTPaHaxX No3BOJISET
ONpPenennTb aganTyBHYIO
LIEHHOCTE KOHKPETHLIX FEHOTUNOB.
OaHaMabl BO3HVKHYB, MyTaliyun
MOV NEPEAaBaThbCs NOTOMCTBY
Ha MPOTSEHNN MHOLUX
[OKOJIEHNN. STO HPUBOANT K
noAMMopduaMy (FeHeTNYECKoN
HEOAHOPOAHOCT) UENOBEYECKMX
HORYASLNN.

B rete PO3NLOTHOM COCTOAHWN B B pacipoctpanenne Manspun
HONYIIHLUNAX He XOAWTCH Yacrora resa cepnoBHHO-KIETOMHON aHeMuH
SHa4Y T eJIbHOE KOJINYECTBO B HONYJIAILHE 4e10BeKa:

elleCCBHbBIX gnnenel‘/'l B o10% B 11-20%
E)FeHeTVIl-IeCKM " rpy3),

0OyC/IoBVBaIOLLIX PAZBUTME
PasANYHBIX HacEeACTBEHHBIX
3abo1eBaHun.



