3Ha4YeHue reHeTUKu ans
MeaAuLUuUHbI. HacneacTtBeHHbIE
Oone3Hun YyenoBeka



[ eHeTuKa yenoBeka

oTpacrib reHeTUKN, TECHO
CBsi3aHHasA C aHTPOMNOSIOrneun m
MeaULIMHOMN.

[". 4. yCNnOBHO NoapasnensoT
Ha aHTPOMOreHEeTUKY,
N3y4atoLLyHo
HacnNeacTBEHHOCTb U
N3MEHYNBOCTb HOPMarbHbIX
NPU3HAKOB YETOBEYECKOIro
opraHu3ma, U reHeTUKy
MeANLMHCKYH, KOTOpad
N3y4aeT ero HacrneacTBeHHYH
naTtonoruto (bones3Hy,

nedekTobl, ypoacTea un ap.).

3agavym MeguLUUHCKOMN
reHeTUKM 3aKnyatTCsl B
CBOEBPEMEHHOM BbISIBNEHUM
HocuTenen 3aborneBaHUn
cpeau poauTenen, BbliBNIEHUN
BbonbHbIX AeTen n BolpaboTke
pekomMeHaaumnm no nx
neveHuto. bonbLuyto posb B
NpoUNakTUKe reHeTNYECKN
obycnoBneHHbIX 3aboneBaHNN
NrpatoT reHeTUKOMeaANLNHCKNE
KOHCYnbTaumm u
nepeHaranbHas AMarHoCTuka



Tabnunua «XapakrepucTuka
MEeTOA4OB reHeTUKU YerioBeKa»

MeToa reHeTukn | 3yyaembin Mpeamer Pe3synbTaThl
YEJI0OBEKA YPOBEHb nccnenoBaHud nccnegoBaHud
opraHv3auuu

YEJ10BEKA

3afaHue: 3anonHAaTb Tabnuuy Bxoae nlyyeHus
HOBOW TEMBb!.




MeToAabl reHeTUKU YyenoBeKa

» LInToreHetnyeckmun meton
* brn3HeLoBbIM METO
 [lonynaunoHHbIN MeTon

* bUOXMMUNYECKNN METO

* [ eHeanorn4ecknm MeTon

BOMNpPoOCHbI




LinToreHeTnu4eckum merton

* LlInToreHeTn4yecknm metoq UCnonb3yrT Angd
N3y4eHnda HopmManbHOro KapuoTuna 4YeroBeka, a
TakKke Npu gnarHocTuke HacneaCTBEHHbIX
3aboneBaHuNn, cBA3aHHbIX C FTEHOMHbIMU U
XPOMOCOMHbLIMU MyTaLUAMMN,

« Kpome TOro, aToT MeToa NPUMEHSIIOT NPU
nccrnegoBaHMM MyTareHHOro JencTBUs
Pa3NNYHbIX XMMUYECKNX BELLECTB, MECTULINAOB,
MHCEKTULINOOB, NTeKapCTBEHHbIX NpenaparToB n

ap.

Aaznee



LinTonornyeckmun meton
(npumep)

 LlnTonormnyecknin KOHTPoOIb Heobxoanm ang
OWarHOCTUKN XPOMOCOMHbIX bosiesHen,
CBSA3aHHbIX C aHynIonanen n XpOMOCOMHbLIMU
MyTaumamm. Hamnboree 4yacTo BCTpeyarTcs
boresHb [JayHa(Tpmcomus rno 21-n XxpomMocome),
cuHgpom KnamHdgoentepa (47 XXY), CUHOPOM
LLlepueBckoro — TepHepa (45 XO) u gp. NoTteps
ydacTka O4HOW N3 rOMOJTOMMYHbIX XPOMOCOM 21-U
napbl NpMBOAUT K 3a00NeBaHN0 KPOBU —
XPOHUYECKOMY MUENONENKO3Y.

Hasan



buonorusa 6fin3HeLOBOCTM

«  BnunsHeubl MOryT ObITb OQHOANLIEBBIMY opHoRALeasie GnusHeys
(oBpasytoTca Ha paHHUX CTagusAX

ApobneHuns 3uroTbl, Korga u3 aByx Unu
pexe 13 bonbLero Ymcna
GrnacTtomepoB pa3BMBatOTCA
MNOSTHOLUEHHbIE OPraHn3mMbil).
OpHosnueBble bNM3HeL bl FeHETUYECKU
naeHTuYHbl. Korga co3peBatoT 1 3aTem
ONNOAOTBOPSIOTCS Pa3HbIMU
cnepmaTo3ongamu ABe UNnu pexe
GonbLuee YNCIO SNLEKNETOK,
pa3BMBAOTCA Pa3HONANLIEBbIE
Onu3Heubl

* PasHosueBble bnnaHeLbl CXOOHbI
mexay cobon He 6onee yem bpaTba n
CECTpbl, POXXOEHHbIE B pa3HOEe BPEMS.

» YacTtora noasneHuns 6nmsHeLOB Y
INOJEN COCTaBMSIET OKOSO 1% (
1/3 ogHOSAINLUEBBIX, 2/3 pa3HOSNLEBLIX);

AU3UTrOTHbIE pasHoAnLUEesbie DnnaHeubl




BnnsHeuwoBbLIU MeTOA

OTOT MeToA UCMNOMb3YIOT B FEHETUKE YeroBeka Ans BbIICHEHUS CTENEHU
HacneacTBeHHOM 00yCnoBNEHHOCTM UCcneayeMblX NPU3HaKoB

3HaveHue 6rnm3HeLoBoro meToaa:

N3y4yeHune pa3Bntma n 3abornesaemMocTu OrM3HeLIOB OKa3ano
bonbLloe BNsSIHME Ha NOHUMaHWE cpeabl BO3HUKHOBEHUST MHOTMNX
bonesHen

Ecnn Kakon-To NpmM3HaKk UMeEeT CXOACTBO Y OAHOANLOBbLIX B1TIN3HELIOB,
TO 3TO €CTb CBUAOETENLCTBO €ro 3aBMCUMOCTU OT HacneaCcTBEHHOCTU

Tak B xoae uccrnegoBaHuUn ctarno U3BEeCTHO, YTO AN BO3HUKHOBEHUS
Taknx 6onesHen, Kak Kopb, KOKMOLL, BETPSIHKA, ocrna Heobxoanmo
TOJIbKO MHJPEKLMOHHOE Ha4vyano; a Ans rnosiBfieHnsa Taknx
3aboneBaHumn ,kak andTepusi, CBUHKAa, BoCcnaneHne nerkux,
noniMomMmnenunT, Tybepkynes nrpaeTt porb HacneacTBEHHbIE CBOMCTBA
opraHuama

METOoAbl



buoxnmuyeckun meton

* HacnepncTtBeHHbIE 3a0051eBaHUSA, KOTOPble OOYCNOBMNEHDI
reHHbIMN MyTaUUSMN, UBMEHSAOLLNMMN CTPYKTYPY UMK
CKOPOCTb CMHTE3a 6enkoB, 0ObIYHO COMPOBOXAAKOTCH
HapyLlleHneM yrneBoaHoro, 0enkosoro, NMNUAHOIO U
apyrnx Tunos obmMeHa BellecTB. HacrnencreeHHble
nedekTol obMeHa MOXXHO AMarHoCTUPOBaTb
nocpeacTBOM ornpeaeneHns CTPYKTypbl UBMEHEHHOIO
berka nnun ero KonnM4ecTBa, BbISIBNEHNS AedEKTHbIX
doepMeHTOB UnNu obHapyKEHNA NPOMEXYTOUHbIX
NpoaYyKTOB OOMeHa BELLECTB BO BHEKITETOYHbIX
XNOKOCTAX opraHmM3ma (KpoBu, Moye, note n 1.4.).

npuMep



bunoxummyeckmum meton
(npumep)

 AHannM3 aMMHOKUCIOTHbIX
nocnenoBaTeNbHOCTEN
MYTaUUOHHO N3MEHEHHbIX
OenkoBbIX LUenen remornoduHa
NO3BOSNI BbIABUTb HECKOJIbKO
HacneacTBeHHbIX AedeKkToB

 [emornobuHo3sbl- 3abonesaHus, B
OCHOBe I/IX ne)‘l(aT M3|\/|eHeHMH Pre. 39, Snexrponno- muxpockonnieckie doto pabun HopMakH
OenkoBbIX LUenen remornoduHa baitomsa: (rapred). spTpouirce

» Tak, npu ceprnoBNaOHO-KNETOYHOW
aHeMum %/ yerioBeka aHoMarnbHbIN
reMmornoouH BcrieacTeme mytaumm :

OTNMYaeTcs OT HopMman bHO¥O MDA —HC— 1A — e g r"':.,':,‘,',",‘;"’ S -
3aMeHOW TOrNbKO OQHOMU
aMMHOKUCIIOThI (FNyTaMMHOBOW
KUCNOTbI HA BanuvH).

6 Ny—BAN—HC— 1B TP — O] g

— UIY—IHB—- 0w

Fsay
METOoAbI



[MonynAaunoHHbLIU MeToA

* MeToabl reHeTnKM NonNynaunm LUMPOKO NPUMEHSAIOT B
nccrnenoBaHuUsxX Yenoseka. BHyTpucemMenHbI aHanus
3ab051eBaeMOCTN HEOTAENTUM OT U3YYEHUS
HacnegcTBEHHOW NaTonornum Kak B OTAeNbHbIX CTpaHax,
Tak 1 B OTHOCUTENbHO U30SIMPOBAHHbIX rpynnax
HaceneHud. 13ydeHne 4acToTbl FreHOB U reHOTUMNOB B
nonynaunax coctasnaeT npegmMmeT nonysiaLMOHHO-
reHETUYECKOro nccrieqoBaHusa. 3T1o gaeT MHopMaLuuio 0
CTErNeHn reTepo3nroTHOCTN U NonMMopddursma
4yerioBe4yecKkux Nonynaumn, BoiaBrdeT pasnnyma 4acTtoT
annenemn mexay pasHbIMU MNONYNALNAMM.

AaJiee



[MonynaunoHHbIN MeToA(
npumep)

Cratnctmnyecknm aHanus
pacnpoCcTpaHeHnNsa OTAeSbHbIX
HacnencTBeHHbIX NPU3HAKOB (reHOB)
B NONynaunax nogen B pasHbix
CTpaHax No3BoJSIAEeT onpeaennTb
aganTUBHYHO LLEHHOCTb KOHKPETHbIX
reHoTunoB. OgHaXabl BO3HUKHYB,
MyTauum MOryT nepenaBaTbCs
NOTOMCTBY Ha NPOTSXXEHUN MHOTUX
MOKONEHUN. ITO NPUBOAUT K
nonnumMopdusmMy (reHeTUu4eCcKomn
HEeO4HOPOL4HOCTUN) YerioBEYECKNX
nonynsauun.

B retepo3nroTHOM COCTOSIHUN B
nonynaumMax HaxoauTcsa

3Ha4YUTEIIbHOE KOJ'II/I‘-IGQTBO - -PaACHPOCTPAHEHHE MaA/IAPHH
peuecCnMBHbIX arsenen Yacrora reHa ceploBHIHO-KIETOYHOR aHeMHU
(reHeTn4yeckum rpya), B IONYISIHK YeloBeKa:
06yCJ'IOBJ'II/IBa}OLLI,I/IX pa3BuTue - 1-10% - 11-20%
pa3yinvyHbIX HacJe4CTBEHHbIX

3aboneBaHun.

MeToAbl



[[eHeanornyeckmum meton

e [eHeanorM4yeckmm meToa 3aksto4aeTcsd B
aHannae pogoCnOBHbLIX U MO3BONSET
onpegennTts TWUN HacnegoBaHUSA
(QOMWHAHTHbIN
PeLEeCCUBHbLIN, ayTOCOMHbIV UK CUENTEHHBLIN C
NOJIOM) NpPU3HaKa, a Takke ero MOHOreHHoOCTb
NN NONUreHHOCTb. Ha oCHOBE MoNy4YeHHbIX
cBeAeHUN MPOrHo3npyroT BEPOATHOCTb
NpoABNeHNa n3y4aemMoro rnpusHaka B NOTOMCTBE,
YTO UMeEeT bonbLUOe 3HaYeHne Ang
npenynpexaeHna HacneaCcTBeHHbIX
3aboneBaHun.



IloaBeoem utor

Metoa reHetukn | U3yyaembl | lMpeamer Pe3ynbTaTbl UCCiefoBaHUA
yesioBekKa N YPOBEHDL nconegqoBaHus
OopraHun3al
Z]7]
yesioBekKa
LinToreHeTnyeckmii KNeTOYHbIN ANArHOCTUKA Harnpas/ieHbl Ha YMEHbLUEHNE NpOLeHTa p1cka
XPOMOCOMHBbIX MO POXAEHWIO IETEN C XPOMOCOMHOM
6one3Hel naTtonorven (B nepyto oyepeab - C CUHAPOMOM
[ayHa) ans nocneayowero npoBeaeHns
AVArHOCTMYECKUX Npoueayp.
BJIU3HELIOBbIN OpraHMBMeHHbIVI N3y4eHune [UNsi BOSHUKHOBEHWS TaKnxX 60M1e3HEN, Kak KOpb, KOKIIOLL,
BETPsIHKA, ocrna HeobxoaMMOo TONbKO MHEKLMOHHOE
HacneACTBEeHHbIE U | \ayan0;
cpenoBblE€E BITUAHUA a NS NosIBNEHUst Takux 3aboneBaHuin Kak andrepus,
Ha 4yenoseka CBWHKa, BOCMnaneHune nerknx, nosiIMoMnennT, Ty6ep|<yne3
UrpaeT posib Hac/IEeACTBEHHbIE CBOWCTBA OpraHn3ma
BVOXVUMUYECKNIA MOJIEKYNISIPHBIN 0bHapyXnTb C NOMOLLIbIO BMOXMMUYECKNX METOAOB
3aboneBaHui ¢ OTKpPbITO 0K0S10 500 MONeKynapHbIX
HapyLleHNAMU 6onesHen, ABNSAOLLMXCSA CNEACTBUEM
MPOABNEHNA MYTAHTHbIX MrEHOB
obMeHa BeLLecTB
o OpraHU3MeHHbIN yCTaHoBneHue
FEHEO/TOMMYECKUA P HACHEACTBEHHOTO [[eHeanormyeckum MEeTO40M nor<a3a|jo
HacnegoBaHMe MHOIrnMx 3360ﬂ€BaHVIVI,
XAPaKTEPa MPU3HAKA HanpuMep caxapHoro anabera,
lm3odpeHnn, remodbunmm n ap.
MOMYASLMOHHbIIA nonynauns V3yueHue yacToTbl [o3BONSAET M3yyaTb pacnpoCTpaHEHUe

reHoB U reHoTunoB B

nonynaunsax

OTAEJNIbHbIX TEHOB UM XPOMOCOMHbIX
aHOMasnui B YenoBeYeCcKnx nonynaumax




[1naH Hay4HoOro onkiTa
«A3yyeHne HacneagoBaHUA NpU3Haka B MOEW

CeMbe UCNOoJSib3ys reHeariorM4ecKumn metoa»
Llenb paboThbl
NpUMMeHeHue reHeanorn4eckoro metoga npu
nccrieagoBaHuUM PoaoCIIOBHbLIX TIUHUN

BbiOpaTb Hacnegyembin NPU3HaK
Onpegenutb TUN HacregoBaHUA NPU3HaKa

3anucaTb CMMBOJbI UCNOJIb3yeMble MPU COCTaBNIeHUMN
POAOCNOBHbIX

CocTaBMT CNUCOK pOACTBEHHUKOB MO NIMHUU oTLa U
MaTepu

CocTtaBUTb CXeMy poAoCrIOBHOU CEMbMU C
UCNONb30BaHNEM YCJIOBHbIX 0003Ha4YeHUn

BbiBop no paborte



JIOMHHAHTHLIC TPHIHAKH

I Peueccupunie NPpH3IHAKH

1

Huskui pocr
HopmManbHOC CRBECPTHIBAHHME KPOBM

HopMﬂanuu rmuurmMmenrraunmsa
Bac y mysmumnn

| ABconoTHBLI cnyx

INnasa Bonbuimne ManeHskue
Kapue, cBeT/10-KapMe MM 3C/ICHBIC Cepbie nnm ronybsice
JAanbHO30pPKOCTL . HopmaneHoe spenue
HopmaneHoe apenuce LAM3OpyYKOCTL (CCTh peakas JAOMMHAHTHAaSN
hopma)
Hopmansioe spenne JansTonHram
JnMHHBIC peCHHMILLI Koporkue pecHHb!
IMpamo# paspes - - - Koco# paspes
Yiuum Crobonnas mouka I'Mpupocuias Mmouka
LlInpokuec B - Vakue
Hoc Hoc ¢ ropbunkoii [Mpaman vam Boruyras [lepeHocHua
I1Iupokas nepeHocHua
Yakas nepeHocHua Kypnocsii Hoc
KoHYHK HOCAa CMOTPHT NPpaMo Y3KMe HOZIAPH
LlInpokune HOzApH i -
HApyrue MNMonubie ry6s: Toukue rybn:
HCPThI Hopma - CkoureHHBIA noadoponok
sMua Smouka na nonbopoake INamknin noaSopoaok
SIMOYv KM Ha HeKax I nankue ek
BuuaarommMecs cky il Hopma
Brictynarouime 3yont 1 YeniocTH Hopma
ILlens mencay pesuanti Hopma
CriocobHOCThL 2arubaTh A3bik Ha3an | Oreyrereme Takoi cnocobHocTH
CrnocoGHOCTL CREPTLIBATE AILIK B TPYOOYKY | OreyreTrBre Takoi CrnocoGHocTH
Toncras HyvskHAaR ryda
3vObl NpH posiaenmm | Hopma
e e = % HX orcyrereue
Bonocs Tevubic Cpernble
He peikue | Poixne
Kypuaswie BoaHucThie
Bonuucrteie Mpamuvie
OGnbIcenne (Y MYIKHMH) -~ Hopma -
Hopma OGnpicenme (y >KCHIUMH)
Benas npsaas Hopma
IpexxneepeMeHHOE rnocenerve Hopma
OOHALHAN BOJIOCATOCTL Te/1i Mano Bonoc Ha Tene
- _| HInpokue nytmcTeic SpoRy e _Hopma
Koxa Temuan Koyka Ceer/ias Koka
Toacrasn | Toukasn
Becuyukm OTCYTCTBHE BECHYLUEK
HopMmaZibHBIE NMOTOBLIE JKeNehl OTCYTCTBHE IMOTOBLIX JKE1e3
Pyku INpasopykocTe JlesBopykocTs
Kuere ¢ 6 man 7 nansiiamm KHers ¢ 5 nasgbuamm
YrazaTe dbHbIlA nane AHrnnce Se3niMmatHoro (¥ My»k4im) VikasareasHbld rnanen JJTHHHES
- o - DEe3ILIMAHHOIO (Y KEHIUMH)
Ipoune INpeapacnonoxKeHMe K KapHecy 3nopoebie 3yOh!

Buicoxui pocr
I'emodgunua (npu3Hak,
MoOJI0OM)

AneOuUHMEM

Tenop

Ero orcyrcreme

CUCIUVICHHBIA C©




OcobeHHOCTN cocTaBneHund
reHearorm4eckoro apeBsa

MpobaHA - YenoBeK, 0 KOTOPOM cobupaeTcs MHpopMaLns B
POLOCIOBHOMN.

Cwubc - poacTBeHHUK NpobaHaa.

durypbl B po4OCNOBHOW pacrosfiaratoTcd no nokoneHmnam. Kaxgoe
NOKONEHWe 3aHMMaeT OTAENbHY CTPOKY, 0003Ha4aeTcs cnesa
PUMCKOM

Apabckumn umdpamMmm HyMepyrTCst YrneHbl OAHOro NOKoNeHNs (Becb
PSiA) cneBa HanpaBo B NOpsSAKe PoOXaeHus. Bce nHaMBuayymbl
[OMKHbI pacrnonaraTtbCs CTPOro No NOKONEeHUsIM B OAWNH PSA.

BHeceHne gaHHbIX 0 poaCcTBEHHUKaxX NpobanHaa | n |l cteneHen
poacTea.

CocTtaBneHuns pogocnoBHOW (0ObIYHO AOCTAaTOYHO TPEX-NATU
NMOKOSTIEHUN )

AHanus3 HacrnenoBaHUs BbIOpaHHOMO Npu3Haka



CunMBOJIbI, UICNOJb3yEeMbI€ MPU COCTaABNEHUN
POLOCIIOBHbIX

340poOoBan XerduimHa
cuubcCcom

SO0OPOBBIA MyX4YuMHa
MOHO3MWMIrOTHLIE
GnusHeums
npobSaHg
ANSUTOTHBIE
SnuzHeubl

non HenssBecTeH SecnnoTaHbin Gpak

‘afliale

On

BblKWAObiLl
BHebOpadyHoOe
NMOTOMCTBO

D%w

MeauLMHCKMA abopT

MEPTBOPOXOEHHDBIA GonbHBIE

Gpax FreTepo3InroTHel e
HOoCwuTEenNn peyec-

CHMBHOINo reHa

[JHN

KPOBHOPOACTBEHHBW
Gpaxk

AVMYHO
obcnegoBaHHbIE

i
Qose

NoOBTOpPpHBIA Bpaxk

O--D BHe6payHan CBA3b /Z/E

Pwpc. 7.6
CurrMBOSIBI, MCITOTBIYEMEIS TP COCTaBACHMMN DOJQOCTOBHBIX

e

yMmepumue



CamocTosiTenbHasa padoTta

1 BapuaHT 5
[[eH KopoTKou wepctu (A) y

KOLLIEK AOMUHUPYET Ha reHoM
ONVHHOW WepcTun (a) n
HacnegyeTca ayTocoMHo. [eH
OKpacKM KoLLEK cLensieH ¢ X-
XpomMmocomon. HepHas okpacka
onpenenserca reHom XB,
pbikas — reHom Xb.
[eTepo3nroTel UMeIoT
YyepernaxoByk OKPacky.
OnvHHoWEepCcTHasn KoLlka
YyepernaxoBon OKpacku bbina
CKpeLLieHa C pbXUM
KOPOTKOLLUEPCTHLIM (Aa)
kKoToM. OnpenennTe reHoTUunbl
N peHOoTUNbI poanUTENEN U
NOTOMCTBA, a TaKkxke
BEPOSITHOCTb POXAEHNS
YépHou koLlkn. Ob6bsCHUTE
pesyrnbraT CKpeLlBaHus.
Kakne 3akoHbl HacnegoBaHUA
NPOABIIAITCS B 9TUX

ralVd aVaSEEBEV ienYa )| IIAl'I\Ij

2 BapuaHTt

Y Kyp annenuv reHa okpacku
KOXXW pacnosioXXeHbl B
ayTocomMmax; OOMUHaHTHbIN
annens psaboun oKpacku
onepeHuns - B X-XpoMOCOME.
CamMKu siBNsIt0TCS
reteporaMmeTHbIM NosioMm;
camMubl - rOMOraMmeTHbIM,
TemMHOKOXagqa ¢ psAdbIM
onepeHnem Kypuua
CKpeLleHa C TEMHOKOXUM C
YEPHbIM OMNEPEHNEM
netyxom. B notomcTBee
KpOMeE TEMHOKOXUX 0CcOoben
NOSABUNUCH CBETITOKOXME
KypuLbl C YHePHbIMU
nepbamun. Onpenennte
reHOTUNbLI poauTENEeW,
reHoTUNbl N PEeHOoTUNDI
BOMOXHOrO NOTOMCTBa.
Kakune 3aKkoHbl

HacregCTBEHHOCTU
NMDOYRMNAKOTCA R NMAHHOM



