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N3yyeHUe reHETUKN YerioBeKa CBA3aHO C PpAAOM
O0COOEHHOCTEN U OO BLEKTUBHbLIX TPYAHOCTEMN:

1) CNOXHbIW KapUOTU,

2) nosgHee rnosioBoe co3peBaHne 1 peakas cMeHa
NOKONEHWUWN;

3) Manoe Kornn4yecTBo NOTOMKOB,;

4) HEBO3MOXHOCTb 3KCMEPUMEHTUPOBAHNS,

5) HEBO3MOXXHOCTbL CO34aHUA OQMHAKOBLIX YCNOBUM
KU3HWN.



KnnHukoreHeanornyeckmm metopm, 611 NpeasrioxXeH B
1883 r. ®. anbTOHOM. OH OCHOBaH Ha NMNOCTPOEHUN
POOOCIOBHbIX U MPOCEXUBaHUN B pA4Y NOKONEHUA
nepegayvun onpenerieHHoro npm3Haka.
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OaHosMuoBbLIe BAM3HELbI

C nomMoLLblo JaHHOIo MeToda MOXHO onpeaennTb, AEUCTBUTENBHO NN
n3ydaemMbl NPU3HaAK HACNeaCTBEHHbIN, @ TaKXKe XapakTep HacrneaoBaHUS
(OOMWHAHTHbLIW UKW PELECCUBHBIW, CLUENSTIEHHBIN C MOSIOM UIN Xe HET).
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Ha pucyHke npencTtasBneHa poAocnoBHas CEMbU C XPOMOCOMHbIMU abeppauusamn. Cpeam
POACTBEHHUKOB MY)a - YMCTBEHHO OTCTanasi cectpa, a B ceMbe bparta Myxa - ABa
CaMOonpPoun3BOsbHbIX BblkuabIla. CeMenHbli aHaMHe3 nokasaTteneH, B 0COOEHHOCTU C TOYKN 3pEHUS
HanM4yns B CEMbE CaMONpPOU3BOIbHbIX BbIKMABILLIEN U CNydYasi MEPTBOPOXKAEHUS C BHYTPUYTPOOHOM

3aep>KKON pasBUTHUSI.
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Bansgemap [etpux Anexcen Pynnpext AnbthoHco

PopnocnoBHas ¢ X-cuenneHHOM peueccuBHon remocunuen B B
eBponencKkux KkoponeBckux aomax. Koponesa Bukrtopus (1.2) 6bina
reteposuroton. OHa nepepana MyTaHTHbIU reH OAHOMY CbIHY-reMo(UNnKy
U TPEeM AoYepsim.



leHeanozau4eckuli Memod, unu Memod aHasiu3a poOOC/I08HbIX,
eKJIro4aem criedyrouwjue amansbli:

1. COop ceBeageHn y npobaHga (fimuo, K KOTOPOMY CTPOUTCH
POOOCIIOBHAA) O HaNM4YuUM UK OTCYTCTBUM aHanmM3npyemoro npmusHaka
(4alle 3aboneBaHnst) y ero poaCTBEHHUKOB U COCTaBIIEHME fiereHabl O
KaxQoM 13 HUX (CnoBecHoro onucaHust). [lna 6onee To4HOro pesynsrarta
Heobxoanumo cobpaTb CBEAEHUSI O POACTBEHHMKAX B TPEX-YETbIPEX
NOKONEHUSsIX.

2.['paduryeckoe nsobpaxeHme pogoCcnoBHOW C NCMOSTb30BaHNEM
YCNOBHbIX 0603Ha4YeHun. Kaxabln poacTBEHHUK NpobaHaa nonyvaeT cBoOu
Lmndop.

3.AHann3 pooocroBHOW, peLllalowmn cnegyowmne 3agayn:

1) onpegeneHue rpynnbl 3aboneBaHnmn, K KOTOPON OTHOCUTCSA
nccnegyemasa 0onesHb (HacneacTBEHHON, MyNbTUdAKTOPUaNbHON UNK
rpynnbl eHOoKoNUn);

2) onpegernexHue Tuna v BapuaHTa HacnegoBaHus;

3) onpeaerneHne BeposaTHOCTU nNposiBrieHna 3abonesaHus y npodbaHaa u
OPYrnx poacTBEHHUKOB.



BnunsHeULOBbIN MeTOA N3YyYeHUS FreHETUKN YernoBeka
BBedeH B MeauLUMHCKY0 npakTtuky ®. anstoHom B 1876 T.
[Tlo3BonAeT onpeaennTb COOTHOLLEHNE PO reHoTUNa U
BHELLHMX YCITIOBUN B pa3BUTUMN KOHKPETHbLIX NPU3HAKOB.
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MpoueHT cxoacTBa GNMM3HELOB NO U3yYaeMoMy NMPU3HaKY
Ha3bIBaeTCA KOHKOPAAHTHOCTLIO, a MPOLEHT pa3nnuus -

ANCKOPAAHTHOCTbLIO.
NMoCKONMbKY MOHO3UIOTHLIE 6fIU3HeLUbl UMEKT OANHAKOBbIN FreHOTUN,

TO KOHKOPAAHTHOCTb Y HUX Bbille, YeM Yy AUN3UTOoTHbIX.




bnunsHeuoBbIM MeTOA U3y4aeT
COOTHOCUTENbHYIO POSib reHoTuna u
cpenbl NyTeM cpaBHEHUS ONM3HELIOB

[ns oueHKn ponu HacneaAcTBEHHOCTU U cpeabl B pa3BUTUM TOro UM MHOMO Npu3Haka
ucnonb3yetcs doopmyna XonbuuHrepa:

I'<ME - K,L'I,E
100cy0 - KD,E

H — nokasarenb HacneayemocTu npusHaka

Kyg — NoKasarenb KOHKOpAAaHTHOCTU B %% Y MOHO3UIOTHbIX
Gnu3Heuos

Ky5 — nokasarenb KOHKOpAaHTHOCTU B %% Y nmﬁwbﬁwared
6nu3Heuos v oY

Ecnu pe3ynbtaTt pac4yeTtoB no opmyrne XonbuuHrepa npubnuxaercsa K egquHuue, To
OCHOBHasi pofib B pa3BUTUN NMpPU3HaKa NPUHaANeXuT HacneacTBeHHOCTU, U HA00OPOT,
yem Onuxe pes3ynbTaTt K HYJ, TeM OosbLue Posib cpeaoBbIX (paKTOpPOB.



[MpeHaTanbHasA AMarHOCTUKa BPOXOEHHbIX U
HacrnencTBeHHbIX Oone3Hen - 3To KoMMnnekcHasa
oTpacsib MeguLMHbI




Mpwn opeaHusayuu u pazgumuu cucmemsbl rpeHamarsribHol Oua2HOCMUKU OOMKHbI
BbINOMHATLCA CrieAyloL e YCroBus:

- AnarHocTtryeckue npoueaypbl A0MKHbI ObiTb 6e30nacHbIMK AN 300POBbS
mMaTepu 1 nnoaa;

- NpoLeaypa He AormKHa NOoBbILLAaTbh BEPOATHOCTbL NOTEPU Nroda cpasy Unu nocrne
ee nNpoBeaeHns B OTAaneHHbINn Nepuog;

- Bpauun, BnagetoLme TEXHUKOM nNpeHaTarnbHOW AMarHOCTUKK, AOMKHbI 3HATb
BEPOSATHOCTb NMOCTAaHOBKM NCEBAO0-NONTOXUTENBHBLIX UM NTOXXHOOTPULATENBHbBIX
ANarHo3oBs

-CneumanucTbl JOMKHbI 3HaTb ANWarHoCTUYecKue orpaHn4yeHns metoaa

- [pynna cneunanncToB AOMKHa CTPOro NpuUaepKMBaTbCs CTaH4apToB
npoBeaeHus npoleayp 1 nabopaTopHbIX aHanM30B, OCYLLECTBNATb TEKYLLINIA
KOHTPOMb KadyecTBa paboTbl, a Takke UMETb CTaTUCTUKY 3aBeEPLUEHUS
6epeMeHHOCTEN 1 pa3Hornacuin AMarHo3oB (KOHTPOnb nocre abopToB uUnu nocre

POXOEHUS).



[lbeHamarnbHas duazHocmuKa OOIXKHa 8Krltodame 08a amarna:

- NepBbI 3Tan - BbIABNEHNE XEHLLUWH (TOYHEee, CEMEN) C NOBbILLEHHbIM
PUCKOM HEBNaronpuATHOro, B reHETUYECKOM NnaHe, pesynbraTa
6epeMeHHOCTU NPU MEeANKOreHETUYECKOM KOHCYNBTUPOBAHUU UMK
nepBMYHOM obcneaoBaHUK BceX BEpEMEHHbIX, B TOM YuChe C
NCMNOSIb30BaHMEM CKPUHMHI METOLOB;

- BTOpOM aTan - COOCTBEHHO NpeHaTarnbHas AuarHocTuka. AHanu3bl
NPOBOAATCA TOMNbKO XEHLUHaM, UMeoLWmMM hakTopbl pUCKa;



NokasaHuA K npoBeAeHUI0 NpeHaTanbHON AUarHOCTUKM:

1. Bo3pact matepu 35 ner;

2. Hannumne B ceMbe npegbliaywero pebeHka ¢ XpOMOCOMHOW NaTornornen, B
TOM ymncne ¢ cuHgpomom [ayHa (npeallecTByowmini aHeyCOMMUK);

3. NepecTporkn poanTenbCKUX XpPOMOCOM,;

4. Hannuune y cembn 3aboneBaHni, KOTOpPble HACEOYTCS, CLIENSIEHO C
nosiom;

5. CuHgpom pparunbHom (JTOMKoK) X-XpoMocoMmbl (cuHgpom MapTtuHa-benn,
BTOpPUYHAA NepeTsaKka Ha ANMHHOM nriede X-XpoMOCOMbI B JloKyce X(27-28,
3aboriegaHue xapkmepusyemcsi cuersieHHou ¢ rosioM yMcmeeHHOoU
omcmarocmeio);

6. l[emornodbuHonaTuu;

7. BpoxaeHHble owndkn metabonnama.

8. Paann4yHble HacneacTBeHHble 3aboneBaHusi, AuarHocTupyemMmble METO40M
cuennenna ¢ AHK-mapkepamy;

9. [lethbekTbl HEPBHOM TPYOKN.

10. dpyrve nokasaHusa ons uMToreHeTU4ecKom npeHaranbHON AUarHOCTUKN.



MeToabl npeHaTanbHOU ANAarHOCTUKM:
‘ynibmpa3seykoeasi duazHocmuka (Y3W),
sorepamueHasi mexHuka (XopuoHobumoncuio,
aMHMO-M KopaoueHTe3, BMONCUI0 MbILLLL U
KOXW nroga),

~sJabopamopHasi uazHocmMukKa
(unTOoreHeTn4eckne, GBUOXMMMYECKne,
MONEKYNAPHO-TEHETUYECKUNE).



http://content.foto.mail.ru/bk/juliy13/_blogs/i-117.jpg

AMHMOLEHTE3

Bunoxnmmnyeckoe
nccrnenoBaHue
OKOmnonsmoaHbIX BOA,
Ha BbisiBNieHUEe
MapKepoB
reHeTUYEeCKOro
Amniotic fluid| 3@0onesaHuns

Placenta
Fetus
Uterus
(womb)
Cervix
KapunotunmuposaHue

KNeToK nnoga —
BbISIBNEHNE FT€EHOMHOIo
NN XPOMOCOMHOTIO
HacneaCTBEHHOro
3abonesaHus
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LUTONrEHETUHECKUE METOAODbI



LinTonorndyeckmne metoabl CBA3aHbl C NpoBeAeHneM oKkpalimMBaHus
LMTOMOrM4YeCcKoro matepuana n nocneayoLlien MMKpOCKonmen.

B aTy rpynny metogoB BXOOAT:

1) metog onpefeneHns X-xpomMmaTuHa nHTepasHbIX XpOMOCOM NyTeEM
OoKpalumBaHns HeItoopPeCUEHTHBIMU UNK PItoOPECLIEHTHLIMM
Kpacutenamu;

2) MeTop onpeneneHus Y-xpomMmaTuHa nHTepgasHbIX XpOMOCOM
oKpalumBaHnem priroopeCcLUEeHTHbIMU KpacuUTensamu;

3) PYTUHHBLIA MEeTOA, OKpalUMBaHUA MeTaasHbIX XpPOMOCOM AN
onpegerieHnsa KonmyecTsa U rpynnoBov NPpMHaanNeXHoOCTu XpoOMOCOM,
naeHTndukaumm 1, 2, 3, 9, 16 xpomocom 1 Y-XpOMOCOMbI;

4) meton anddepeHumanbHOro okpalunmBaHnUsa MeTaasHbIX XpOMOCOM
Ans naeHTndmnkaumMm BCeEX XpOMOCOM Mo OCODEHHOCTAM NONepeyHon
ncyepyeHHocTu. B aTom meToae vaule Bcero Ans MMKPOCKOMUK
Ncnonb3yTcs NMM@ounTbl, PubpobnacTbl, KNETKM KOCTHOrO MO3ra,
NOf0BblE KIETKN, KITETKN BONOCAHON JTYKOBULbI.



OnpepeneHue tenbua bapa v f-tenbua

TensyUe bappa
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Bbuoxnmunyeckume MeTOAbl. [1o3BonsatoT BbISIBUTL MO0
aHomMarsbHble 6enkKn-depmMeHTbl, MO0 NPOMEXYTOUYHbIE NPOAYKTbI
obmeHa, cBMaeTeNbLCTBYOWME O HannymMm bonesHn. CeroaHs
yCcTaHoBreHo bonee 1 Tbic. 3abonesaHnn N HapyLeHUN obmeHa
BELLECTB Y YenoBeka, UMeKLLNX HacNeacTBEHHYO Npupoay.

Bce bnoxmmmnyeckune MEeTOAbl AENAT Ha.
KaydyeCTBEHHbIE,

KOJrimn4ecTBEHHDbIE U
NONyKoJsIn4eCTBEHHbLIE.

[na nccnenoBaHus 6epyT KpoBb, MOYY UMM aMHUOTUYECKYIO XNOKOCTb.

[TokasaHua ans npuMeHeHna DNOXMMUYECKUX METOAOB:

1) ymcTBeHHasi OTCTanoCTb HEACHOW 3TUOMOINN;

2) CHWXEHWe 3peHNs N Cryxa;

3) HenepeHOCMMOCTb HEKOTOPbIX MULLEBbLIX NPOAYKTOB;

4) CyOoOpPOXHbIM CUHOPOM, MNOBbLILLIEHHbLIA UM NOHMXKEHHbLIN TOHYC
MbILLIL,.






OHK-anarHocTuka

ITO Hambonee TOYHbIN MeTod ANArHOCTUKN MOHOMEHHbIX
HacneacTBEeHHbIX 3aboneBaHUN.

lNMpeunmyuwecTBa metoaa:

1) nos3BonseT onpeaennuTb NPUYMHY 3aboneBaHNsa Ha reHETUYECKOM
YPOBHE;

2) BbIABNAET MUHUMASIbHbIE HapyLleHua cTpykTypbl OHK;

3) MarnouHBa3MBEH;

4) He TpebyeT noBTopeHUsi. B ocHoBe MeToaa NeXuT yBenuyeHune
konun cpparmeHTos JJHK

pasnu4yHbIMU cnocobamu.



AKCUOMbIl MEAELIMHCKOW FrEEHETUKU

HacnenctBeHHble 60M1e3HM ABNATCA O0LLEen YacTbio HacneacTBEHHOM
N3MEHYMBOCTU YEroBeKa.

B pa3BuTMM HacneocTBEHHbIX NPU3HAKOB UK 6one3Hen NPUHUMAaOT
yyacTue HacrneacTBEHHAsA KOHCTUTYUMS (TeHOTUM) U BHELWHAS cpeaa

YenoBe4yecTBO OTArOLLEHO OFPOMHBIM «rPYy30M» pa3HOObpa3sHbIX
MyTaLUI, KOTOpble HakannMBanuch B NpoLecce ANUTENbHON 3BOMIOLUK

HacnencrBeHHas OTAroWEHHOCTb cOoBpeMEHHOro 4yemnoBeka COCToOuUT N3
ABYX KOMIMNOHEHT. I'IepBaﬂ — HaKornJieHHble B rnpouecce 3BOJTIOUNOHHOIO U
NCTOPNYECKOIO pa3BnNTUA YesioBeydecTBa natornorm4eckne Mmytaumn.
BTOpaFI — BHOBb BO3HUKLLNE reHepaTnBHblEe MYyTaLNN.

Cpena obutaHma Yenoseka, «rpaHuubl bpakoB» (MeXxXHaunoHarbHblE,
PENUINMo3Hble, STHUYECKNE, coUnanbHble NPensaTCTBUS), NNaHNpoBaHNE
CeMbM N Op. NPUBOAUT K NOSIBIIEHUIO HOBLIX MyTaLW.

I'Iporpecc MeONUNHbI NPUBOAUT K YBEJITMHEHNIO NPOOOITXNTESIbHOCTUA
XM3HM BONbHbIX C HAacneacTBEHHOW NAaTofiornen N BOCCTaHOBMNEHULO )
HUX perOﬂyKTMBHOﬁ dKTUBHOCTHU, N crnnegoBsartesyibHO yBEJNTMYEHUIO UX
Ycna B nonyndaunn.



OTBeTUTbL Ha BOMNPOCHI:

1. Kakue npun4mnHbl MOryT fieXXaTb B OCHOBe
cuHapoma [JayHa?

2. Yto Takoe PobepTCOHOBCKME MyTauumn?

UTO Takoe HopMa peakumnun?
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