[ @HeTUKa 4yenoBeKka U ee 3HauyeHume
ONnsa MmeavuuHbl



Ha Pycu npu Bbibope HEBECTDI
poauTenn NpUHUMann Bo
BHUMAHME HE TOJSIbKO BHELLUHOCTb,
HO 1 HpaB. OCcobeHHO LeHuIcs
MUPOOBUBBLIN XapaKTep,
YCTYNYNBOCTb, MOKNaANCTOCTb.
CMoTpenu, kakosa paboTHMUA n
KaKoe Y Heeé 300poBbLe.

foBopunu: «XeHy Bbibupan He
rnasamu, a ywamm»,

Bpanu «no xopoluen cnage». A
ele NpucMaTpmBanncb K poaHe
HEeBECTbI A0 NATOr0 KOJIeHa:
CMOTPENN, HET TN NbSAHUL,
bysiHOB, cyMaclueaLlmnX.

[axxe nocnosuua bbina:




OTpacC/ib NTEHETUKNU, TECHO
CBA3dHHas C aHTpOI'IOJ'IOFl/IeVI U
MeANLIMHOM.

[. 4. YC/TOBHO noapa3aensatoT
Ha ;
N3yyaloLLyto
HacneaCTBEHHOCTb U
N3MEHUYMBOCTb HOPMaJbHbIX
NPU3HAKOB Ye10BEeYeCcKoro
opraHusma, u

, KOTOpaq
N3y4yaeT ero HacneacTBeHHYo
naTonoruio (6onesHu,

nedekTbl, YpoACTBa U Ap.).

3aK/1I04aloTCS B
CBOEBPEMEHHOM BbISIB/IEHUN
HocuTenen 3abosieBaHNUM
Cpean poauTesen, BbIB/IEHUM
6onbHbIX AeTEN 1 BbipaboTke
PEKOMEHAALMM NO UX
neyeHuo. bonbLuyo posb B
NpodunakTUKe reHeTn4ecKn
obycnoBeHHbIX 3aboneBaHnmn
UrpaltoT reHeTuKoMeanLUUHCKNE
KOHCY/IbTaunu u
nepeHaTasibHast AMarHOCTUKa



MeToabl reHEeTUKU YenoBeKa

LiInToreHeTMyecknum MeToa

bnun3HeLoBbI MeToAn

[TlonynsALMOHHbIN METOA

BuoxumMmuyeckmnm MeTon

[[eHeanorndyeckum MeTon




LInToreHeTuyeckum meTon

LinToreHeTnyeckMm MeToa, NCNosb3yoT ANS
N3yYEHMS HOPMAsIbHOrO KapnoTuna YenoBeka, a
TaKXXe Mpu AMarHOCTUKE HacneaCTBEHHbIX
3a60n1eBaHMN, CBSA3AHHbIX C FEHOMHbIMU U
XPOMOCOMHbIMU MYTaLUSMW.

Kpome Toro, 3sTOT METoA NMPUMEHSAIOT Npu
UCCeA0BaHNUM MyTareHHOro AencTBuS
PA3/IMYHbIX XMMUYECKUX BELLECTB, NeCTULNAOB,
MHCEKTULIMAOB, NEKAPCTBEHHbIX MPEnapaToB U

ap.



buonornsa 6nmM3HeUoBOCTH

Bnun3Heupbl MOryT 6bITb

(0bpasyroTcs Ha paHHUX CTaAuUsIX
ApO6neHNnst 3UroThl, KOraa M3 ABYX Unu
pexe n3 bonbluero Ymcna
6nacToMepoB pa3BMBalOTCS
NOMTHOLIEHHbIE OPraHU3Mbl).
OaHosinueBble 6/IM3HELbI FEHETUYECKM
NaeHTUYHbI. Korga co3peBaloT M 3aTeM
OMNI0A0TBOPSAIOTCS Pa3HbIMY
crnepMaTo30MaamMn ABe UK pexe
6onbluee YMCIo ANLIEKNIETOK,
Pa3BMBAOTCS Pa3HOSNLEBbLIE
6nu13Heubl

_ bnusHeLpbl cxoOHbI
Mexay cobon He 6onee yeM bpaTbs n
CECTpbl, pOXXAEHHbIE B pa3HOe BpeMS.

YacToTa nosiBneHust 65IM3HeLoB Y

noaen coctaBnsieT okono 1% (

1/3 onHosnueEBbIX, 2/3
pa3HOSILIEBLIX);

oaHOAMLUEaLIe DrniM3Hey !

pasHoAaMLUEesnie DnnaHeusl



[An3uroTtHble ( pa3HOSULIOBbLIE)
61m3HeLbl

PA3BMBAKOTCA U3 ABYX
PA3HbIX ANLIEKJIETOK,
OAHOBPEMEHHO
Or1I040TBOPEHHbIX
PA3JTM4HBIMU
CMNEPMATO30MAAMU

MOI'YT bblTb KAK O4HOIO,
TAK U PAZHOTI' O TNOJIA

CXOOHOCTb KAK N Y
OBbl4HbIX BPATbBEB ¥
CECTEP

MOI'YT bblTb POXXAEHbI OT
PA3HbIX OTLIOB




PA3SBMBAIOTCS 13 OAHOW
ANLEKIETKMW, p
OMJ/I0AOTBOPEHHOW OAHUM
CMEPMATO30M10M

BCEI'JA OAHOIO NONA
OOMNHAKOBAS T'PYTIMNA KPOBH

OAWNHAKOBBIE OTINEYATKN U
T. A. AOJ1 TAKUX
BJ/IN3HELIOB 35-38%

CNAMCKWE BJTN3HELLbI




Cnamckue 6naunsHeubl

« Ha3BaHue "cnamckune" Takune
6nu3HELIbI NONY4YNIN B YECTb
nepBon U3y4YeHHOU K
ONMMCaHHOW Mapbl CPOCLLNXCS
6113HeLoB. 2T0 6biN
cpoclumecs 6nnsHeubl YaHr n
JHr, poauelunecs B Cname
(TamnaH,u,) B 1811 .
OCHOBHYIO YaCTb CBOEW
CO3HATE/TbHOWN YXMU3HW OHU
npoBenu B CoeaMHEHHbIX
LLItatax AMepukn. O6a bbinu
KEHATHI U UMENN AETEN, OAMH
- 12, a gpyrom - 10. 5paTb$I
npommnm 63 roga, npuyem
MPUYMHON UX NOYTH
OJHOBPEMEHHOWN CMEpPTU
nocny>xuna 6one3Hb 0AHOro u3
6bpaThbeB .




BruoxmMmmnyeckum Meton

HacneacreeHHble 3aboneBaHusi, KOTopble 0OYC/T0B/IEHDI
FeHHbIMU MYTALUSAMWN, USMEHSIOLWMMU CTPYKTYPY WIn
CKOPOCTb CMHTEe3a 6esikoB, 06bIYHO COMPOBOXAAOTCS
HapyLleHneM yrnesoaHoro, 6enkoBoro, MnMaHoro u
Opyrux TMnoB obMeHa BellecTB. HacneacTBeHHble
nedekTbl 0bMeHa MOXHO ANAarHOCTMPOBATb NOCPEACTBOM
onpeneneHns CTpyKTypbl U3MeHeHHOoro 6eska uin ero
KOMNYeCTBa, BbIIBNEHNS AedEKTHbLIX (DEPMEHTOB U/N
obHapy>XeHns NPoOMeXYTOYHbIX NPOAYKTOB 0bMeHa
BELLIECTB BO BHEK/IETOUHbIX XXUAKOCTSAX OpraHnu3ma
(KpoBMu, MOYe, NoTe U T.4.).



buoxmummnyecknn meton (npumep)

= AHaNMU3 aMUHOKUCIOTHbIX
nocsieqoBaTeIbHOCTEN
MYTALNOHHO U3MEHEHHbIX
6enKkoBbIX Lenen reMornobuHa
MO3BOJINIT BbIIBUTb HECKOJIbKO
HacneacTBeHHbIX AedeKToB

« [emMornobuHo3sl- 3aboneBaHns, B
OCHOBE UX NIEXAT U3MEHEHWS
6enkoBbIX Lenen remornobumHa

= Tak, Npy CEproBMAHO-KNETOHHOW
aHEMUW Y YENOBEKA aHOMaJIbHbIN

reMorsi06uH BCIeACTBME MyTaLMK M e
OT/IMYAETCS OT HOPMAJIbHOrO St m -
3aMeHOM TONIbKO O/IHOM ‘

aMWHOKUCIIOTbI (FNyTaMUHOBOW s :
~BAN—UC — N — :
KWCNOTbI Ha BasIvH). T e ”mY—mﬁ_...




[lonynsaumMoHHbIM MEeTOoA

MeToAbl FEHETUKK NONYASLUNN LUMPOKO MPUMEHSIOT B
nccneaoBaHUSaxX YenoBeka. BHyTpuceMenHbi aHanms
3ab0/1eBaeMoCT HeOTAE/INM OT U3YYEHUS
HacneaCTBEHHOW MAaTOMOrMKU Kak B OTAEMbHbIX CTPaHax,
TaK U B OTHOCUTENbHO M30/IMPOBAHHbIX rpynnax
HaceneHus. MayyeHne 4actoTbl FEHOB M FEHOTUMNOB B
nonynaumMsax CoCTaBnseT NpeaMeT nonynsumMoHHO-
reHeTUYECKOro nccneaoBaHns. 3To AaeT MHPOPMaLMIo O
CTENEHN reTEPO3UrOTHOCTU N NOANMOPPU3Ma
YyesioBEYECKMX MONyNSaumMn, BbISBASET pa3nnyms 4actoT
annenen Mexay pasHbiM1 NonynasaUnsaMu.



[onynsaunoHHbIM MeToa( NpuMep)

AN

CTaTUCTUYECKMN aHann3
pacnpocTpaHeHnsl OTAeNbHbIX
HaCcNeACTBEHHbIX MPU3HAKOB
(reHoB) B MONynsaumsx ftoaen B
pa3HbIX CTPaHaX NO3BOJMISIET
onpeaenTb aaanTUBHYIO
LleHHOCTb KOHKPETHbIX FreHOTUMOB.
OaHaXabl BO3HUKHYB, MyTaLuK
MOryT nepeaaBaTbCs NOTOMCTBY
Ha NPOTSHKEHUN MHOTUX
MOKOJIEHN. DTO NPUBOAUT K
nonmMopdnamy (reHeTndeckom
HeoaHOPOAHOCTUN) YesioBeYEeCKUX
nonynsiLumn.

B reTepo3nrotTHoM COCTOSHUM B Bl pacnpocrpanense Manspi

nonynaunAax HaxoanuTcs Yacrora reHa ceproBHIHO-KIETOYHOM aHeMuH
3HAYNTEJIbHOE KOJ'IVNECTBO B HONY/ISIHH Yel0BeKa:

PELUECCUBHbIX =IENEY B 0% B 11-20%
(reHeTnyeckmm rpys),
0obycnoBMBarOWKMX pa3BuTHE
Pa3/IN4YHbIX HAacneACTBEHHbIX
3abonesaHun.




[ eHeanormyeckmm MeTon

[eHeanornyeckmm MeTo/ 3ak/It04YaeTcs B
aHann3e poaoCs/I0BHbIX U NO3BOMAET
onpeaenuTb TUM HacnegoBaHUS
(AOMMHAHTHbIN

DELIECCUBHbIN, @yTOCOMHbIN UNN CLEMNMEHHbIN C
NosIoM) NpuU3HaKa, a TakXKe ero MOHOreHHOCTb
NN NOSIMFEHHOCTb. Ha OCHOBE MONYYEHHbIX
CBEIEHUM NPOrHO3UPYIOT BEPOSITHOCTb
NPOSIBNIEHNS U3YYAEMOrO NPU3HAKa B
NOTOMCTBE, YTO UMeeT 60/bLLIOE 3HaYEeHNE AN
npeaynpeXxaeHns HacneacTBEHHbIX
3aboneBaHuN.



Twunbl MOHOreHHOro HacneaoBaHUS, BbiBASEMbIE C MOMOLLbIO

reHeasaorm4eckoro MeToaa

AyTOCOMHbIN TUMN HacneaoBaHUs

AYyTOCOMHO-
NOMUHAHTHbIN TUM
(nonuaakTuins)

AYTOCOMHO-
DELIECCUBHbIN TUM
HacneaoBaHwus

(ranakrosemus )




Tmnnbl MOHOrEeHHOro HacneaoBaHus, BblidBNSAEeMble C
NMNOMOLbIKO MreHeaorm4eckoro MeToa

HacnepoBaHue,
cLenseHHoe C NnoJsioM

X-cuenneHHbI
OOMWUHAHTHbIN TUM
(cuHapomM PetTa)

X-CLenMEHHbIN
DELIECCUBHbIN TUM
(remounus)

Y-cuenneHHbI Tun

(oBOMOCEHME YLIHOM
PAKOBWHbI)




HACJTEQOBAHWE TEMOOWJIVN B
LIAPCKNX OOMAX EBPOIIbI

Jeonoany bearpiee:
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CMMBOJIbI, UCMOJIb3YEMbIE MPU COCTABIEHUM
POZIOC/IOBHbIX

SA0OPOBAaNA XeHuWwuHa

SO0OPOBBIA MyX4YuMHa
MOHO3MIrOTHLIE
GnusHeums
npobang

OAMNSUTIOTHBIE
SnuzHeuobl

non HenssecTeH CecnnoTaHbin Opak

BblKWMAObIL
BHebOpadyHoOoe
NMOoOTOMCTBO
MeauMLIMHCKMIA abopT

MEPTBOPOXOEHHDBIA GonbHBIE

Gpax reTepo3InNroTHel e
HOoOCWuTEenNu peyec-
KPOBHOPOACTBEHHBIA CMBHOIro reHa
Gpax
i AM4YHO
NoOBTOpPHbBIA Gpax o6cnepgoBsaHHbIE

BHebpadYyHan CBA3b yMepuwumue

Pprc. 7.6
CrmMBOIBI, MCITOTBIYEMBIS MNP COCTIBICHMM DOQOCITOBMHbBIX




Cnacnbo 3a BHMMaHue!



