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KAMHUKO-TeHeaA0TM4eCcKm MeToA

- HTO IIPOCAeXMBaHIe Ilepeady 00Ae3HU (IIpU3HaKa) B
ceMbe 1AM POAY C YKazaHMeM TuIla pOAOCAOBHBIX CBs3eN
MEXKAY Y4A€HaMU pOAOCAOBHOM B PsIAY ITOKOAEHUI

Sasaum KI'M:

1)yrounenue nipupoas! 3a001eBaHA
2)1ocTaHOBKa AMarHO3a HacAeACTBEHHOTO 3a00.1eBaH s
3)andArarHocTMKa HacAeACTBeHHBIX 00Ae3Hel
11 3a001€eBaHN C HaCAeACTBeHHOU ITPeApaclioA0KEeHHOCTEIO
4) onjeHKa IIPOrHO3a 3a001eBaHNs
D) pacueT pucka poXXA€HMSI aHOMAaAbHOIO IIOTOMCTBa
6) BBIOOP a4eKBaTHBIX METOA0B 40POAOBON AVIaTHOCTUKI



OcCHOBHBIE IIOHITII

[IpobaHg — yea0BeK, BIIepBbIe IIOAaBIIINII
1104 Ha0AI0AeHIe Bpada-TeHeTuKa (Ao,
KOTOpO€e BBI3bIBaeT Halll MHTepecC K
POAOCAOBHOIN)

CuOchI — A€TU OAHO POAUTEABCKON ITaphl
(OpaTbs 1 cécTphI)

JdaepHas ceMbs — cylIpy>KecKast Imapa " 1x
AeTU

HeHeTpaHTHOCTB — YaCTOTa COOTBETCITBI I Cl)eHOTI/IHa ITeHOTUILY MAV
404 IeTePO3NTOTHDBIX HOCuUTeAen aYTOCOMHO-‘ZI,OMMHaHTHOﬁ MyTalnu,
NMEIOIIINX KAVHYECKNE ITPU3HAKNI 3a00.1eBaHII.

DKCIIPeCCUBHOCTD - CTeIIeHb (PeHOTUIINYECKOV BhIPa>keHHOCTI
(IposIBAE€HNS) TeHeTUYECKN AeTePMUHNPYeMOTO IIpU3HaKa.



OcHOBHBIE ITOHITIII

['omo3urora — kaeTka (1AM OpraHN3M), codepKalas ABa OAVHAKOBBIX
asaeAsl B KOHKPETHOM AO0KyCe TOMOAOTMYHBIX XPOMOCOM

['eTeposurora - KaeTka (1AM OpraHU3M), CogepKalllasl 4Ba Pa3ANIHBIX
asaeAsl B KOHKPETHOM A0KyCe TOMOAOTUYHBIX XPOMOCOM

FoMoO3UroTHasA MeTepo3suroTHan

,Zl,OMI/IHaHTHI)II/I — IIPNM3HAK MAN XPOMOCOMa XPOMOCOMA

COOTBETCTBYIOIIINI aAA€Ab,
IIPOSIBASIOIINIICS Y T€TePO3UTOT
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PerjeccuBHBIN — IPU3HAK UAN aAACAD,
IIPOSABASIONINIICI TOABKO B
TOMO3UTOTHOM COCTOSIHUI




CuMBOAMKa [IPU COCTaBACHUU
POAOCAOBHOM
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CuMBOAMKa IIPU COCTaBACHUU

PO40CAOBHOU
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Konnenrpmnueckass po40CA0BHas

Puc. 111, MomunautHasa Mmyrauus. CokpalulenHas poj0CaIOBHasg MO XOHAPOAHCTPO-
duuecknam kapankam u3 mrara IOra. (TTo Credency.)



IIp3Hak uMeeT HaCACACTBEHHLINI XapakKTep, ecAu
004€3Hb 1AV TIPU3HAK BCTpedYaeTcsl B POAOCAOBHOM
HECKOABKO pas;

Vckaountes (QeHOKOMIo - IMIpu3HaKy, Oo0Ae3Hu,
BpPOJKAEHHBIE IIOPOKM Ppa3BuUTHs, (pOpMUPYIOIIMECcs
1104 BO3AelicTBreM (PaKTOPOB BHEIITHeNl CpeAbl U AVIIIb
beHOTUTIIUECKU KOHLNPYIOIVie COCTOSTHILS,
BO3HIUKAIOIVie B pe3dyabTaTe MyTalUll (HalpuMmep,
AeJVICTBYe OJHUX U TeX >Ke IIaTOTeHHBIX (PaKTOPOB Ha
KEHIIMHY BO BpeMsI Bcex DepeMeHHOCTel AN OAHU U
Te >Xe IIpodeccrOHaAbHbIEe BPeAHOCTN);



Tnrel HacaAeA0BaHS

* AYyTOCOMHO-AOMIHAHTHBII

* AYyTOCOMHO-peLeCCUBHBIN

e X-CIIeIII€eHHBII AOMMHAHTHBIN
* X-CLIeIIZ1€HHBIN PelleCCUBHBIN
* [oaanapnueckuin

* MuTOXOHAPVAABHBIN



AYyTOCOMHO-AOMMHAHTHBIV TUII
HacC/AeA0BaHIIs

* Aas pasButya 00A€3HN 4OCTaTOYHO YHACA€40BaTh MYTaHTHBIN aA4eAb
OT OAHOTO U3 poAUTeAeN

* boae3Hb B Ka>k40M IIOKOAEHUN CeMbH (IIepejada I10 BepTUKAAN)

 CooTtHo1IeHne 0OABHBIX U 340pOBBIX 1:1

* HopmazbHbIe geTr 00ABHBIX pOoANUTEAC UMEIOT CBOVIX HOPMaAbHBIX
AeTen

* Unca10 00ABHBIX MaABYMKOB U A€BOYEK PaBHOE

* boabHBIe MY>KUNHBI U >KEHIIVHBI C PaBHON BEPOATHOCTBIO IepeaaroT
00A€3Hb CBOUM AOYEPSIM U CBIHOBBAM

* UeMm OoablIe 004€3Hb OTpa>kaeTcsl Ha pelpoAyKLY, TeM OOAbIIIe
AOASI CLIOPpaANYEeCKIX cAydaes (HOBbIe MyTalllN)

* ['oMO3UTOTHI MOIYT PO>KAATHCA OT ABYX OOABHBIX poauTeael. boae3Hb

Y HIX IIPOTEKaeT OOBIYHO Ts1IoKeAaee, 4eM y reTepOos3nroT.
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Puc. 3.6. PogocnoBnas ¢ ayro-
COMHO-IOMHWHAHTHBIM THITOM
HacneaoBaHus 3aboneBaHus
(HECOBEPUICHHBIH OCTEOreHe3)



AYTOCOMHO-PeLIeCCUBHBI TUII
HaCA€AOBaHLs

* 3abozeBaHue IIPOABASIETCS TOABKO Y TOMO3UTOT

* Pognrean 0OBIYHO KAMHMYECKU 340POBbI

 YeMm OoabIIIE AeTEV B CeMbe, TeM dallle ObIBaeT 00.1ee 0OAHOTO
00ABHOTO peOeHKa

* Ecau 0oabpHBI 00a pogureas, TO Bce AeTy OyAyT OOABHBIMU

* B Opake 00abHOTO CO 340POBBIM POXKAAIOTCA HOpMaAbHbBIE AeTU (eCcAn
340POBBII HE TeTePO3UTOTEH)

* B Opake 00abHOTO € HOCUTEAeM MYTaHTHOIO aaaeast poxaaercst 50%
OOABHBIX AeTell, YTO UMUTUPYeT AOMUHAHTHBIN TUII HaCAeAOBaHU:
(IICeBA0AOMUHIPOBaHNE)

* O0a noaa nmopa>karTcst OAVTHAKOBO

* B poaocaosHo YacTo ecTh 0AM3KOPOACTBEHHEIN OpaK






HexoTopble nipu3Haky 4yea0BeKa

AOMVHaHTHBIV IIPU3HAK PerreccuBHBIN IIpU3HAK
TemubIe BOAOCH CseT2ble BOAOCEI
Heprxne Boaocol PoIx1ie BOAOCEI
Brromyecs BOAOCEI ITpsimble BOAOCEI
CuapHast BOA0CATOCTh Teaa Caabast BOAOCAaTOCTD TeAa
Yepnas koxa beaas xo>ka
Kapne raasa I'oayOnle nan ceprle raasa
A AVIHHBIE PeCHUILIbI Kopotkue pecaniint
Toacrole ryObI Tonkmne ryOb

boasiiue raasa Maaenbkue raasa



X-CIIeTrIAeHHBI AOMMHAHTHBIN TUII
HacCAeAOBAHILS

'MY)K‘II/IHa BCerdaa remMmm3nroTeH 110 aaaeAsM IreHoOB X-XpOMOCOMI)I

I[lopa>kaioTcss M My>KUMHBI, U JKEeHIIVHBI, HO OOABHBIX >KEHIIIVH B 2
pasza 00blIlle, 4eM MY>K4YUH

*BoabHBIE >KEHITTHEI TTepearoT ITaTOAOTMIeCKII al1eab B CpeaHeM
50% ceiHOBe 1 50% aouepeit

*boabHONM My>XK4lMHa IIepejaeT IMaToAOTUYECKII aa4eAb BCeM
AO4YepsIM U He HepeaaeT ChIHOBbAM, IOCKOABKY OHM IIOAYYalOT OT
OTIIa Y-XpOMOCOMY

*B cpeanem >keHINMHEBI (OHU T€TEPO3UTOTHHI) 00A€I0T MeHee
TsKeA0, YeM MY>KUMHBI (OHM TeMU3UTOTHBDI).
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X-CLIeIIZ€HHBIVI PeLIeCCUBHBIN TUII
HacAeAOBaHII

* JKeHITMHBI TOYTY BCETAa TeTepPO3UTTOHBI, T.€. SIBASIOTCS 340POBBIMU
HOCUTEASMU

* boapHbBIEe TOABKO MaAbYNKI

* Ok040 2/3 cay4aes niepeaaeTcst OT MaTepeii-HocuTeAbHUII, 1/3
BO3HIKAET B pe3yAbTaTe CIIOHTAHHBIX MyTaIllil B X-poMOcoMe

* B yHacaeaoBaHHBIX cAy4dasiX y OOABHBIX MaAbUMKOB MOIYT OBIThH
OOABHBIE OpaThs U A4V TIO MaTepu

* CecTpsl 00ABHBIX OpaTheB IPU YHACA€AOBAHHBIX caydasx uMmeioT 50%
BEPOSITHOCTY OBITh HOCUTEASIMU ITIaTOAOTYECKOTO aalesl

* CecTppl-HOCUTEABHUIIHI ITepeaaloT TeH 50% chIiHOBel (OHV OOABHBI) U
50% aouepert (OHM HOCUTEABHUIIHI)

* 340pOBble MY>XUIHBI He TlepeaioT 00ae3HU
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l'oaanapmaeckmnii (Y-CriernAeHHbIN)
TUII HacAeA0BaHI I

* ['eHbl Y-XpOMOCOMEBL: geTepMU- HUPYIOT pa3BUTHE
CeMEeHHIKOB, OTBe4alOT 3a cllepMaToreHes (gpakrop
a300CIepMunn), KOHTPOAUPYIOT MHTEHCUBHOCTDb POCTa TeAa,
KOHEYHOCTell 1 3yDO0B, OIIpeaeAsIIOT OBOAOCEeHME YIITHOMI
PaKOBVIHBI

* b0oA€e10T TOABKO MY KYIHbI
E HpI/IBHaK repegaercia sceM MaabdliKaM 11 TOAbKO M

 boabHEBIE Ma/ab4ViKl, I1epeaaroT IIPprI3HaK BCEM CBOVIM
CbIHOBbBAIM

* [laToaornueckue MyTanuy, 3aTparusaroriye
(dopMupoBaHHe sINYeK AU CllepMaToOreHes3, Hac1e40BaThCs
He MOTYT I3-3a CTePUABHOCTY TaKVX MY>KUNH
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Puc. 1X.16, PoaociosHas ¢ Y-CuctuieHHsiM (roMaHapHYCCKIM) THIIOM
HACACAOBAHUA NPHIHaKa (oponoccHie cpeaneit Gatanrt nansues)
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MuToxoHApMaAbLHBIN TUIL
HacAeAOBaHIIS

* Muroxonapun cogepxat AHK

* MuTtoxoHApNUN nepeaaroTcs ¢ LMUTOIMAA3MOM ANIEKACTOK
* CnepMun He MEIOT MUTOXOHAPNIA

* boaes3us niepegaercs TOALKO OT MaTepu

* bOABHBI 1 A€BOYKY, I MAaABYUIKU

* boapHbIE OTIIBI He TIepesaloT 00Ae3Hb HI A04YepPsIM, HI
CBIHOBBSIM
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