SAJAHUSA JISA CAMOITIOATI'OTOBKHA
1Mo y4eOHou aucuumiiniae «Meauko-0M0J10ruH4YecKue 0CHOBBI
KOPPEKIUOHHON MeJarorukKu U MCUuXoJI0Trum:
OCHOBBI FTeHETUKH YeJI0OBEKA»

YACTb 3: OCHOBBI MEJUITMHCKOM TEHETUKU

§3.1. OcHOBHBIE METOIbI HCCIETOBAHUS T€HETHKH YeJIOBEKA

I'eneanornvyeckuii Mmerox npemioxkeH B 1883 r. @. ['anmbroHOM. DTO METOA
aHanM3a PpOJOCIOBHBIX (MPOCIEKMBAHME HACIEAOBAHUS HOPMAJIBHOIO  WJIU
NaTOJIOTUYECKOTO MPU3HAKa B CEMbE C YyKa3aHHEM THUMA POJACTBEHHBIX CBA3EH
MEX/1y WICHaMH POJOCIOBHOM). B MEeAMIIMHCKON TeHETHKE €ro Ha3bIBAIOT KIUHUKO-
2eHeanocuyeckumM, TaK Kak OH CouYeTaercs < MeToAaMu KIMHHYECKOIro
UCCJIEIOBAHUS MMAaTOJIOTMYECKUX MPU3HAKOB.

CyTp MeToAa: BBISBICHUE POJICTBCHHBIX CBSI3ed M IPOCISKUBAHUE
U3y4yaeMoro TIpU3HAKa Ccpeau ONM3KHUX,. “JIUICKUX, TMPAMBIX MW HEIPSIMBIX
POJICTBEHHHUKOB.

Jrtanbsl METOAA:

1. CoOop cBenaeHuil 0 pOJICTBEHHHKAX Yy MpoOaHja (YeroBeka, OTHOCHUTEIBHO

KOTOPOT'O COCTABIISICTCS. POJAOCIOBHAS).

2. CocTtaBieHHe poI0CIOBHOM.
3. AHanu3 poJ0CIOBHOM,

Merton mnOpuUMEHSIETCS Il  YCTAHOBJICGHUS HACIEICTBEHHOTO XapakTepa
IPU3HAKA, TUMA HACIEIOBAHUS, TEHOTUIIOB YJIEHOB POJOCIOBHOM, IEHETPAHTHOCTH
(4acTOTHI MPOSABJICHUS 2eHa B (EHOTHIIEC €r0 HOCUTENICH).

JIns  mocTpoeHuss  POJOCIOBHBIX — HMCIOJB3YETCS  CHCTEMA  CUMBOJIOB,
npeioxeHdast B 1931 r. aarnmiickum yaersiM FOctom (puc.16).

[Ipy mnocTpoeHHH POJOCIOBHBIX HEOOXOAMMO COOMIOAATh  CIIEAYIONIne
MpaBuia:

e  HEOOXOIUMO BBIICHUTH M0 COOPAaHHOMY aHaMHE3Y YMCIIO OKOJICHHIA;

e  POJOCIIOBHAsl HAUMHAETCA C MPoOaHaa;

e KaxJ0€ MOKOJICHHE HyMEpyeTCsS PUMCKUMU ITudpaMu CIlieBa;

e  CUMBOJIBI, 0003HaYaOUIME 0COOE OJJTHOTO MOKOJIEHNUS, PACIIOIaraloTcs Ha

TOPU30HTATBHOM JTMHUU U HyMEPYIOTCS apaOCKuMu mudpamu.

AHanu3 pooCIOBHOM MO3BOJSET BBISIBUTH CIEAYIOUIUE MUNbl HACIE008AHUS
MPU3HAKOB: ayTOCOMHO-JOMHUHAHTHBIA;, ayTOCOMHO-PELIECCUBHBIN; CIEIICHHBIN C



X-XpoMOCOMOHM (C TIOJIOM) JOMHUHAHTHBIM, CIEIUICHHBIH C X-XpoMocoMou (c
MOJIOM) PELECCUBHBIN; TOMAHIPUUYECKUH (CUEIIIIEHHBIN ¢ Y -XpOMOCOMOH).

_ MYXunHa (npobaHa, MHAMBMA, C KOTOPOrO HAYaTo UCCIIeA0BaHME)
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Puc 16. CumBonnka, HCTIONIb3yeMas IPU COCTABICHUH POJIOCTIOBHBIX

AymocomHo-00MUHAHMHBIU MUN HACTEO008AHUSL!

o bBonbpHbIe BcTpeuaroTcs B KaXK/10M MOKOJICHUH.

o  boneroT B paBHOU CTENEHU U MY>KUMHBI, U )KEHIUHBI.

o bonpHOU pebeHOK poxaaeTcs y OONMBHBIX poauTeneit ¢ BeposiTHOCcThio 100%,
€CJIM OHU TOMO3UTOTHBI; 75%, €CIIM OHU T€TePO3UT OTHBI.

o BepostHocts poxaeHusi 001bHOTO pebeHKa y 310poBbIX poauTeneit 0%.
AymocomHo-peyeccusHvlli mun HaAc1e008aHUsL:
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o  bBonbHbIe BcTpeuaroTcs HE B KaXkKA0M MOKOJICHUH.

o bBoneroT B paBHOH CTENEHU U MY>KUWHBI, U KEHITUHBI.

o  BepodrHocTb poxaeHus 00JIbHOTO pedeHKa y 3A0pOBBIX poauTtene 25%, eciu
OHM reTepo3uroTHel; 0%, ecau oHM 00a WM OJUH M3 HUX T'OMO3HUIOTEH IO
JOMHUHAHTHOMY («HOPMaJIbHOMY») T'EHY.

o  Yacro nposBisieTcss npu OJIU3KOPOICTBEHHBIX Opakax.

Cyennennwiii ¢ X-xpomocomoii (¢ noiom) OOMUHAHMHBLIL MUN HACTIEO08AHUSL:

o  bBonbHbIe BcTpeuaroTcs B KaXKI0M MOKOJICHUH.

o bBoneroT B 6osbliel CTENEHN KEHIIMHBI.

o  Ecnu orten OoseH, To Bce ero Aoyepu OOJbHBI.

o  bBonbHol pebeHok poxkaaeTcs y 00JIbHBIX poauTeneit ¢ BeposiTHOCThio 100%,
€ClIi MaTh TOMO3UTOTHA, U 75%, €Cclii MaTh T€TEPO3UTOTHA.

o  BeposgrHocTs poxaeHusi 60JpHOT0 peOeHKa y 310poBbiX poauteneit 0%.
Cyennennwiii ¢ X-xpomocomou (¢ noiom) peyeccugnsiii mun Hacie008anus.

o bBonbHbIe BcTpeuaroTcs HE B KaXkKA0M MOKOJICHUH.

o bBoneroT B 0CHOBHOM MY YHHBI.

o  BeposarHocTb poxkaeHus: 00JbHOTO Malb4lKa y 310pOBBIX poauTeneit 25%,
o0osipHOU 1eBOYKH — 0%.

Tonanopuueckuii (cyennennsiii ¢ Y-XpOMOCOMOLL) MUN HACIEO0B8AHUSL:

o  bosbHBIE BCTpedaroTcsi B KaXKIOM TIOKOJICHHUU.

o  boJIeIOT TOTBKO MYKUMHBI.

o  Ecnu orterr 0osieH, TO BCE €0 CBIHOBbS OOJIHHBI.

o  BeposarHocTb poxxaeHusi 00JpHOTO MaiburKka y 60oibHOro otia 100%.

Bau3nenoBblii MeTox (mpeyioxkeH B 1876 r. @. [NanbToHOM JJIsi U3y4YEHUS
IreHETHYECKUX 3aKOHOMEPHOCTEH Ha OJIM3HENax).

CyTbh METO/Ia: CpaBHEHHE PU3HAKOB y Pa3IMYHBIX TPYIIT OJM3HEIIOB, UCXOMAS
U3 UX CXOJICTBA (KOHKOPJAHTHOCTH) WX PA3INIMs (JUCKOPAAHTHOCTH).

DTamel METO1A:
1. CocraBneHue BHIOOPKH OJIM3HEIIOB U3 BCEH MOIMYJISAIIUY.

no

JlnarHocTuka 3UrOTHOCTH OJIM3HEIIOB.

3.  VYcCTaHOBIIEHHE COOTHOCHUTEIHHOM pOJIM HACIEJCTBEHHOCTH M CpEIbl B
dbopMHUpOBaHNY TIPU3HAKA.

JIJisi OIIEHKW pOJIM HACIIEICTBEHHOCTH W Cpellbl B (OPMHUPOBAHWUU U Pa3BUTHU

MpU3HAKa UCTIONB3YIOT hopmyny Xonrvyuneepa:

H = (KMB%-K15%)/100%-KJ15%

rae H — gons HacnencTBeHHBIX (DaKTOPOB,
KMb% — KOHKOpJIaHTHOCTh MOHO3UTOTHBIX OJIM3HEIIOB B IIPOIICHTAX

KJ16% — KOHKOpAaHTHOCTH JU3UTOTHBIX OJIM3HEIIOB B MPOIICHTAX
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Ecm H Gospme 0,5, To B (opMupoBaHMM NpHU3HAKA OOJIBIIYIO POJb HUIPAET
resotur, eciau H mensiie 0,5, To 00JbIIYIO pOJIb UTPAET CpeAa.

HutoreHernyeckuii MeTo — 3TO M3Y4YEHUE KAPUOTUNA C HCIOJIb30BAHUEM

MUKPOCKOIIUH.
Oramsl MeTOA:

1. TlomyyeHue W KyJbTUBUpOBaHUE KJIETOK (MIMMGOIUTH, (GuOpPoOIaCThI) Ha
UCKYCCTBEHHBIX MUTATEIbHBIX CPEeAaX.

2. JloGaBieHue B NMUTATENIbHYIO Cpely (PUTOreMarrjiloTUHUHA JJi CTUMYJISILIUU
KJIETOYHOTO JCJICHHUS.

3. OcraHOBKa JieNeHMs] KIETKU Ha CTaauu MeTadaszbl 100aBICHUEM KOJIXHUIIMHA.

4. OoOpabotka kieTok runotoHnudeckum pactBopom NaCl, BcrmemctBue wyero
paspyiaercs KJIETOYHast 000JI0UKa U MOJYHYaeTCsl «POCCHINb» XPOMOCOM.

5. OxpammuBaHuEe XPOMOCOM CIIEHU(PHUUESCKUMU KPACUTCISIMHU.

o

MukpockonupoBanue u GororpadupoBaHUe XPOMOCOM.
7. CocrapiieHHE UANOTPAMMBI U €€ aHAIH3.

MeTon TO3BOJIIET JUAarHOCTHPOBATH .'€HOMHBIC M XPOMOCOMHBIC MYTAIlUH,
OTIPEICITUTh TEHETUYCCKUI TT0JT OPraHu3Ma.

Buoxumuveckne wmetroabl. IIpwumHON OOJBIIMHCTBA HACIEIACTBEHHBIX
MOHOT'CHHBIX 3a00JICBaHUN SIBISIIOTCS JIe(EKThl OOMEHA BEIIECTB, CBS3aHHBIC C
depMeHTONaTHAME (HAPYIICHUSMU CTPYKTYphl (EPMEHTOB, YYaCTBYIOIIMX B
peaknusx oOMeHa). Ilpum .aToM B OpraHu3Me HaKaIIMBAIOTCS IMPOMEKYTOYHBIC
NPOAYKTBI OOMEHA, IO3TOMY, OINpPEACNas WX WIW aKTHBHOCTh (EPMEHTOB C
MOMOIIBI0 OMOXMMHUYECKUX METOJIOB, MOXKHO JHArHOCTHPOBATh HACJICIACTBCHHBIC
0oJie3H" oOMeHa BEIIECTB, 00yCIIOBJIEHHBIE T€HHBIMHA MYyTaIASIMHU.
KonudecTBeHHBIC \ OHOXMMHUYECKHE METOJIbI (HAarpy304HbIC TECThI) IO3BOJISIOT
BBISIBUTH T€TEPO3UTOTHOE HOCUTEIIBCTBO MAaTOJIOTMUECKOr0 PEIIECCUBHOIO I'eHa.

Jepmarorauduyeckuii aHajJdu3 — OSTO U3YYCHHE TpPEOCIIKOBOM KOXKHU
yesoBeka (KOXKM MOAYIICYEK NaiableB, JaJOHHON CTOPOHBI KUCTEH U MOJIOIIBEHHOM
CTOPOHBI CTOM), TJI€ CUIILHO BBIPAKEH COCOUYKOBBIN CIION JE€PMBI.

Meton npumeHsiercs:
a) JUIsl yCTAaHOBJICHUS! 3UTOTHOCTU OJIM3HEIOB;
0) Kak 9KCIpecc-MeTO TUarHOCTUKHU BPOKIEHHOTO KOMIIOHEHTa HEKOTOPBIX
HaCJIEJICTBEHHBIX 3a00JI€BaHU.

OOBlYHO TIPW TEHOMHOW TMATOJOTHH OTMEYAETCS COYETaHHE HEKOTOPHIX
ToKazaTesiei: paauaibHbIe METIN Ha 4 W 5 manbliax, 4YeThIpexmnaiblieBas 0opo3aa,
IJIaBHBIN JIATOHHBIN yroa oT 60° no 80° u mp.



XHUMHUYEeCKHe MeTOAbl OCHOBaHbl Ha KaYECTBEHHBIX LBETHBIX XHUMHUYECKHX
peakiusax. VMcrmonp3yroTes IS MpeaBapUTEIbHON TUArHOCTUKUA HACIEICTBEHHBIX
Oone3Helr oOMeHa BeniecTB. Kak CKpMHUHI-TECT JUArHOCTUKH (DeHUTKemOoHypuu
MCTIOJIB3YeTCsl METOJI CMauyMBaHUs MOUYOi peOeHKa MOJIOCOK OyMaru, MpOMUTaHHON
10% pactBopom FeCl; (mpoba Denunra) win 2,4 quHUTpOoPeHUI-TuaApazuHa. [Ipu
HAIMYUM B Moue (PEHHIMUPOBHHOTPAAHONW KHCIIOTHI TOSBISETCS 3€IEHOBATOE
OKpalllMBaHUe (PUIbTPOBAIBHON Oymaru.

Onpedenenue X- u Y- nonogoco xpomamuna. Jljid WCCIEAOBaHUA
UCTIONB3YIOTCSl KJIETKH OYKKAJIbHOTO SIHUTENHS WIH JICMKOUUTHL. X-XpOMAaTHH
OTIpe/IeTIsIeTCS IPU OKpAIIMBaHWU TIpenapara aleTOPCEeHHOM, a Y -XpOMaThuH — Ipu
OKpallMBaHUHM AKPUXUHHUIIPUTOM. OTH METOJbI TMO3BOJSIOT BBISIBUTH YHUCIIO
MOJIOBBIX XPOMOCOM B KapuoTume (4ucio X-XpoMOCOM Bcerja Ha OJHY OoJblle,
9YeM YHCIIO TIBIOOK X-XpoMaTHHA, YUCIO Y-XPOMOCOM PABHO YHCIY TJIBIOOK Y-
XpOMAaTHHA); YCTAaHOBHTH T'CHETHUYECKHA TOJN _OCO0M, JMarHOCTHPOBATH
XPOMOCOMHBIE 00JIe3HU T0J1a (B KOMIUIEKCE C APYTHUMH METOAAMH).

MeTtoabl mnpeHATAJIBLHOM (IOPOAOBOIl) JAHATHOCTHKHM HACJIEICTBEHHBIX
OoJie3HEH TO3BOJISIIOT YCTAaHOBHUThH HACJEJACTBEHHbIC ACHEKThI IJI0Ja Ha PaHHHUX
cragusax OepemeHHOCTH. C WX TOMOMIBIO BO3MOXXHO 3aJI0JITO JIO POXKICHUS
pebeHKa onpeaeauTh 3a00JeBaHNe, U-€CI1 HEOOX0JUMO, IPepBaTh OEPEMEHHOCTb.

OCHOBHBIMH  MOKa3aTeJISIMU - K. NPOBEJICHUIO IPEHATaJbHOW JUAarHOCTUKHU

SBJISIIOTCS:

o TouHO ycTaHOBJIEHHOE HACIIEACTBEHHOE 3200JI€BaHNE B CEMBE.

o  Bospact marepu Beiliie 35 net, otia — ot 40 Jer.

o Hamuuue B ceMbe 3a0607€BaHus, CLIEIIIEHHOTO C TIOJIOM.

o Hanuuume cTpyKTypHBIX HEPECTPOEK XPOMOCOM Yy OAHOTO W3 POJUTENIEH
(0cOOEHHO TpaHCIIOKAIMH U MHBEPCHI).

o T'erepo3uroTHocTh 000OUX poaUTENEH IO OJHOM Mape ajljiesaeit P ayTOCOMHO-
pelecCHBHOM 3a00JICBaHUH.

. Hanuune B anamMHe3e OepeMEHHOH IMTEIBHOW pPabOThl HAa BPEIHBIX IS
3J0pOBbSl IPOM3BOJCTBAX WJIA MPOXKHBAHUS B MECTaX C IOBBIIIEHHBIM
paauaioHHbIM (OHOM H JIp.

o IloBTOpHBIEC CTIOHTaHHBIC MPEPHIBAaHUS OEPEMEHHOCTH WU POXKIACHUE PEOCHKA
C BPOXIEHHBIMH TIOPOKAMH pa3BUTHS, CaxapHBIA JTUAOET, OIHJICTICHUS,
nHpEeKIMu y 0epeMEHHOM, JIEKapCTBEHHAS TePaIus.

Meroapl mpeHaTaIbHOW JUArHOCTUKU MOKHO Pa3JeiIUTh Ha:

1) Ilpoceusarowyue: NO3BOJISIOT BBIICIUTH JKEHIIWH, UMCIOIINX TOBBIIICHHBIH PHCK

pOXIEeHUST peOCeHKAa C BPOXKIECHHOW IMATOJOTHEH WM HACIEICTBEHHOW OOJIE3HBIO.

Meroabl OOCTYNHBI JJIsl IIMPOKOTO HPUMEHEHHS M OTHOCHUTENBHO Hempoporu. K

MIPOCEUBAIOIINM METOIAM OTHOCHT:



= onpeenaeHue KoHeHTpamuu a-getonporenna (ADII);

= OTpeJIeICHUE YPOBHS XOPMOHUYECKOTO TOHAI0TpoIMHa yenoBeka (X1 H);

= OIpeZiesIEHNE YPOBHSI HECBSI3aHHOTO ACTPUOJIA;

- BBISIBJICHHUE ACCOIMUPOBAHHOTO C OEPEMEHHOCThIO TUIA3MEHHOT0 Oelka A;

- Boienenue kietok wim JJHK miona u3 opranuzma marepu.

2) Heunsazuenwvle: METOIbI 0OCIIEIOBAHUS TUI0/1a O€3 ONEPATHBHOIO BMEIIATEIILCTRA.

B Hacrosiiiee Bpemsi K HUM OTHOCHUTCS YJIbTpa3ByKoBoe uccienoanue mioaa (Y3N).

VY31 MOXHO NPUMEHSTH KaK MPU MPOCEUBAIOLIEM, TAK U MPU YTOUHSIOIIEM METOJax.

Hakornennesle naHHble TOKa3blBalOT, 4yTo Y3WM He mnpuHOCHT Bpeaa Iwiogy. B

HEKOTOpBIX cTpaHax Y3U npoBoAsT BceM OepeMeHHbIM. DTO MO3BOJISIET MPETyNPEIUTh

poxneHue 2—3-X JAeTel ¢ Cepbe3HbIMHU BPOKICHHBIMU MOpokaMu pa3Butus Ha 1 000

HOBOPOXJIEHHBIX, YTO COCTABIISIET MpUMepHO 30% Bcex AeTel C TaKOW NaTOIOTHEM.

3) UneaszusHble: METOIBI OCHOBAHHBIC HAa aHATN3E TEHETUYECKOTO0 MaTepraa KICTOK

win TKaHe# miona. [IpoBoasTes mo cTporum nokazaHusm: K MHBa3uBHBIM MeTO/1aM

OTHOCSIT:

- Ouorcusi XOpHOHAa W TUIALEHTHl (i1 UUTOr€HETHYECKUX, OMOXMMHUYECKUX
uccnenoBannii u ananuza JJHK);

- aMHuoIeHTe3 (3a00p aMHUOTHYECKOM ' KUIAKOCTH IUJIOJA HJSi JAMAarHOCTUKH
TCHHBIX, XPOMOCOMHBIX U TEHOMHBIX MYTAIIni);

- KOpHoleHTe3 (B3ATHE KpOBU M3 \IYNOBUHBI C LEJIbI0 paHHEW THAarHOCTUKH
HACJICICTBEHHBIX 00JIC3HEH KPOBH);

- (erockonus (BBeneHue HUOPOONTHIECKOTO IHAOCKOIA B MOJOCTh aMHHOHA C
IIEJIBI0 OCMOTPA TUIO/IA, MIAIICHTHI, TyTTIOBHHBI H JP).

BonpocsI 115t camonoaroropku (15):

1. JlaiiTe KpaTKyr0 XapaKTEPUCTUKY F'€HEAIOrHYECKOMY METOAY;
CocTaBbTe 1 3aMOJIHUTE TaOIUILY, XapaKTEPUIYIOIIYI0 OCHOBHBIE THITBI
HACJIEIOBAHUS;

JlaiiTe KpaTKyr0 XapaKTepUCTUKY OIM3HEIIOBOMY METOMY;

JlaliTe KpaTKyr0 XapakKTEPUCTUKY LIMTOT€HETUYECKOMY METONY;

JlaiiTe KpaTKyr0 XapaKTepUCTUKY XUMUYECKUM U OMOXUMUYECKUM METOaM;
JlaliTe KpaTKylo XapaKTepUCTUKY OMOXUMHUYECKUM METO/1aM;

JlaiiTe KpaTKyr0 XapaKTepUCTUKY JePMATONTH(PUICCKOMY aHATU3Y;
[IepeuncnuTe OCHOBHBIE TOKA3ATENH K MPOBEACHUIO TPEHATAIBHOU
JIAAarHOCTHKU;

9. OxapaktepusyiiTe METOIbl TPEHATAIBHOMN (JOPOIOBOI) THArHOCTUKHU
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