/lenenue Knemku.
Mumos3




HacaemcTBeHHBIE DOAE3HH.
MeToabl U3y4eHUS




OcobeHHOCTU reHeTUKU YyenoBeka

Bce 3aKOHbI USME@HYMBOCTU U
HaC/1e4CTBEHHOCTU NPUMEHUMBI
K YesioBeKy

[lo3aHee nonoBoe
co3peBaHue
HeoanHakoBbIe
YC/I0BUSA XXU3HU
boabloe Koan4ecTBo
XPOMOCOM
HeBO3MOXHOCTb
npoBeAeHNS OMNbITOB
Ha YyesioBeKe



MeToabl nccrnenoBaHUA reHeTUKU YernoBeKa




1. [eHeanno2u4yecKkul Memoo

N3yyeHne poaoCc/10BHOM NtoAeN 3a BO3MOXHO 60sibllee Yncno
NOKOJIEHUW. YAaeTcs YCTaHOBUTb XapaKTep HacnenoBaHUs
MHOIMMX NMPpU3HaKoOB 4YenoBeKa, B TOM YMC/IE MHOIMUX
HacneacTBEeHHbIX 3aboneBaHun.

1. AYTOCOMHO-4OMUHAGHTHOE
HacregoBaHne (KopoTKorasiocTt
b)
2. AYTOCOMHO-peLIeECCUBHbIN
TUIT Hacsie4oBaHus
(¢beHnIKETOHYpUS)




LinToreHeTuyeckun metona

KAPUOTUIN YEJIOBEKAQ
= OcHoBa meToga —
MUKPOCKOMUYECKOe K) K!( *}
N3y4yeHmne XpomMoCcoMm m
YyenoBeka.
LinToreHeTnyeckune

nccreaoBaHUs cTanm AN AD AN
LLIMPOKO MUCMNONb30BaTbCH —
c Hayana 20-x rr. XX B.

s
MOPAONOrnm XpoMoCcom
YyernoBeka, noacyeTa A% &K




feHeTUKa nona

Pa3Butne coBpemMeHHou
LMTOreHETUKN YerioBeKa
CBS3aHO C MMeHaMW
umtornoros [1.Tno u A.
JleBaHa. B 1956 r. oHuK
nepBbIMW YCTAHOBUIIN, YTO
y YenoBeka 46 (a He 48,
Kak QymManu paHblue)
XPOMOCOM, YTO MOSIOXKUIIO
Ha4yano LWMPOKOMY
N3YYEHNIO MUTOTUYECKUX
MENOTUYECKUX XPOMOCOM
YyenoBekKa.




BAH3HEIIOBBIH METOJ,
1. conocmaeneHue nap 00OHOSAUUOBBLX
6nu3Heyoe ¢ 0OHONONbLIMU 08YAUUO0BbIMU
6nusHneuamu

u,g

s « “1‘ 3 b {% F AN
"\{H:m;" \‘ f “'




BAH3HEILIOBBIH METO

2. cpaeHeHue nap oOHoAUUEesbLX bnu3Heuoe,
60CNUMAHHBLX 6Mecme U Ppa30eyibHO.




Cunamckme DAM3HELLb

3TO OAHOAMLLOBbIE
OAM3HELLbI, KOTOPbIE HE
NOAHOCTbIO PA3AEAUAMCH
B SMOPUOHOABHOM
NepPMoAEe PA3BUTUI U
MMEIOT ODLLIME YHOCTU
TEAQ UAM BHYTPEHHME
OPIraHbl. -

- y
Cuamckune 6An3HeL bl — 'y Ny N e




HeMHoOro ucrtopun

= HawuGornee 3HamenuTon Napon T S
6rM3HeL 0B ObINK KUTanLibl | ',x
UaHr u OHr baHkepel,

poaMBLLMECS v
B Cname (coBpeMeHHbIN Taur

{
aHg) MHoro net oHu a
racTponupoBanu c
LMPKOM NoA4 NPO3BULLEM t ;
«Cunamckme bnnsHeubl», TakKUM
obpa3om 3aKkpenunB 3TO :
Ha3BaHWE 3a BCEMMU A
No4OOHbLIMU cnyYasiMu




[MpumMepbl cnamckux 6nm3HeLoB
XUBOTHOM MMUpe




OHTOreHeTyYecKkun meton

» OnpegensieT HanNM4ne unn oTCyTCTBUE
HacneacTBeHHbIX bonesHen B xoae

MHONBUAOYANbHOIO PasBUTUA

Hanpumep: LLUnsodpeHuns,
deHUNKeTOHYpUA, caxapHbin gnaber,
BUTUNUIO



BUTUIIUTO

= KrnunHunyeckue npusHaku:
YaCcTM4YHaa genurMmeHTaums
KOXW; nopaxeHne obbI4YHO
CUMMETPUYHOE Ha pyKax,
nuue, wee. bonbHble o4eHb
YYBCTBUTENbHbI K YO-niyyam
(mony4aroT CoSTHEYHbIe OXOrn),
MNOBbILLEH PUCK paKa KOXW.

= ITun HacnepoBsaHusa: Al

=« [lonynsuyuoHHas yactota — 1
: 100.




[MonynAauuoHHbLIN MeToA

/iccrneaoBaHMe 4YacTOTOThbI PacnpPOCTPaHE
nonynauumn YerioBeKka pasnu4yHbIX Hacneac
U3MeHUHeHUu

JKUTENEN 0-BOB




BruoxmMmmyecknmn mea

CHOBAH Ha aHaJln3e

Hanpumep: ananns AHK,
onpenensieT poauTteneu
pebeHka.



MeAMUMHCKAA IEeHETUKA

N3y4aeT pasnnyHble
HacneacTBEHHbIE
3aborneBaHus, MeToabl
NX ONarHOCTUPOBAHNSA U
nevyeHus.

[Mo mupoBsoU
cTaTUCTUKe

/-8 Y% HOBOPOXAEHHbIX
neten UMerT
pasnuyHble
HacneacTBEHHbIE
3aboneBaHus.

=




HACINEOCTBEHHbIE BOJIESHW

YEJTOBEKA




OnucaH B 1942 r.

KnnHnuyeckme npusHaKun: BbICOKMIA POCT,
XPYMNKOE TENOC/IOXEHNE, TMNOMNIA3NA NYEK,
MMnoTeHuns n 6ecnnoane, HabyxaHue
MOJIOYHbIX XXENEe3, LUMPOKUN Ta3,
nonepeyHas naJoHHas CKIaaKa, Y B3pOC/bIX
HabtoAaeTCs OXXUPEHME U CKITOHHOCTb K
a/IKOrosIM3My, HE3HAUNTENIbHOE CHUKEHME
YMCTBEHHOIO Pa3BUTUS.

Tvn HacnepoBaHUA: XXY CMHOPOM
NMonynaunoHHasa yacrtota— 1 : 1000

AR RE XX Xx BH

R =

prey




KnuHnuyeckue npu3Haku:
HW3KKUW POCT, NepPBUYHAS
ameHopesi, becnnoane, creprtble
BTOPWUYHbIE NOJIOBbIE NMPU3HAKMK,
KPbISTOBUAHbIE KOXHbIE CKNaAKM Ha
LLee, BPOXAEHHbIE MOPOKK cepaua,
FUMOMNa3ns HOTTeN, CHUKEHMUE
OCTPOTbI 3pEHUS U CIYyXa,
nornepeYyHas faZloHHas CKiaa -Ka,
He3HauuTeNIbHOE CHUXEHnE
YMCTBEHHOIO pa3BuUTUS.

Tn HacnepoBaHUA: MOHOCOMUS
X-XPOMOCOMB!.

MonynsiumoHHasa Yacrtora — 2 :
10000



[lpMepbl TPUCOMUN

Tpucomus-
CBEPXXKEHLWMHA XXX

3aMenIeHHoe
NoJI0BOE CO3pEeBaHMe.

YMCTBEHHas
OTCTaJIOCTb



CNHAPOM LAY

]

HA (TPUCOMWS 21)

OnucaH B 1866 .

KnnHnyeckue npusHaKku:
YMCTBEHHAsi OTCTasNI0CTb, M/IOCKOE
JINLIO, MOHIOMTIOMAHBbIN pa3pes rnas,
OTKPbITbIK POT, 6paxuuedanus,
KOPOTKME KOHEYHOCTN, nonepeyHas
NafioHHAs CKaaka, Nopoku cepaua
N KaTapakTa. YacToTa poXxaeHus
TaKuUX AEeTEeN 3aBUCUT OT BO3pacTa
MaTepu.

Tvn HacneaoBaHUA:

Tpucomma 21
NMonynsaunoHHas 4YacToTa —
1:500 -1000



AnNbONHUN3M-
reHHas MyTauus

B HacTosiLee BpeMsi cuMTaeTcs, 4To
NPUYNHON anbONHM3Ma SIBNSIETCA
OTCyTCTBUE (PpepMeHTa TUPO3nNHa3kl,
HeobxoaMmMon Ang HopMarnbHOro
CMHTe3a MeraHuHa — ocoboro BelecTsa,
OT KOTOPOro 3aBUCUT OKpacka TKaHeWN. '

B renax, OTBETCTBEHHbIX 3a 0b6pasoBaHue
TUPO3MHA3bl, MOryT BO3HMKATbL Camble
pasnuyHble HapyweHus. OT xapakrepa

HapyLleHns 3aBUCUT CTeNeHb HeJocTaTka
AMrMeHTa y niogen ¢ anbonHnamom. Y

HEKOTOpPbIX NoAen, cTpagaoLwmx gaHHbIM
paccTponcTeom, ¢ obpasoBaHneEM .
TMPO3KMHAa3bl BCE 06CTONT Brnarononyy4Ho, |
y4Y€Hble npeanonaratoT, 4YTO B nop,oGHblx
crny4yasix, BO3MOXHO, NPOMUCXOaANT MyTag,m

reHoB, perynupyoLmx obpasosaHue apyre
Ba)kHOro Anisi obmMeHa MenaHuHa sH3uMma. ;‘




Otey cemenctBa Po3ntypam
lNMynnaH , ero xxeHa MaHu u WwecTb
UX AeTen Bce ABNAIOTCA

YucTenwnMmMmm anboOMHocamm.

Kpome Toro, ctapLias 4oyb rnasbl
cembu, PeHy, Bbilla 3aMyX 3a
apyroro anbbuHoca Powimnxa n 'y Hux
poanncs CbiH -anbbUHOC
[Oxapampagx.

Takum obpa3om BCEro B KnaHe
[MynnaH cenyvac 10 ansbuHoOCOB.

MHOXXECTBO NET UM NMPUXoanroch
XWUTb, PEryNapHO noaBeprasch
HacMeLlKaM 1 Npe3peHunto ns-3a
npegpaccyakos obuecTtsa. Ho
Tenepb UX YHUKanNbHbIN Oap
3acTaBnsIeT UX ropanTbCs COBON.
CeMblo CKOPO MOryT BHeECTU B KHue
Pekopoos uHHecca.

B e



Anb6uHu3~\ B XUBOTHOM Mupe




[MPOIEPUA

OnucaHa B 1886 T.

KnnHn4yeckue npusHaku: pegkoe reHeTuveckoe 3aborneBaHue, yCKo-
psawoLwee npouecc ctapeHus B 8-10 pas. [letn ymupatot B 13-15 ner
NOCre HECKOSTIbKNX MHADAPKTOB U MHCYIBTOB APSAXIbIMUA CTapuUKaMu.
bones3Hb Bbi3biBaeT MyTaHTHbIN reH LMNA, oTBevaloLwmn 3a CUHTE3
oenkoB Lamin A,B,C, HeobxoamnMbIxX ONs coeguHUTENbHOMN TKaHMW.
HacTtynaeT ToTanbHaga anoneums, Ha Koxe vyeperna BblpaXkeHa
BEHO3Has CeTb. TN HacriegoBaHUA U NONynsALUOHHAA YacToTa
HEN3BECTHbI



CUHOPOM 9NNIEPCA-OAHIIO

= OnucaH B 1657 r.

= KnuHunyeckue npusHakm:
rmneppacTaKMMoCTb
coeNHUTENbHOWN TKaHU
(HapyLleHne cuHTesa
KonnareHa); Koxka TOHKas Kak
bymara; nepernbaHue
nanbLeBbiX cyctaBoB Ha 90, a
FTOKTEBOIO U KOJSIEHHOIO
cyctaBoB Ha 10 °; Nnopokun
BHYTPEHHUX OPraHoB.
CyulecTByeT 8 TMNOB.

= |TUN HacnegoBaHuNA: X-
peueccus., Al, AP

= [lonynsaunoHHaa yactota— 1 :
100 000




MyTareHHble (haKTopbl

*
o

—




oclrieacrusd cemMmmnanatTnHCKoOro no

YPOBEHb reHeTUYeCcKMUX MyTaumin y xxuteneun B paoHe CemunanaTuHCKe
B NMonTopa-ABa pasa Bbille, YeM Yy niogen B Apyrmx panoHax KasaxcraHs

3a CopokK MeT CyLecTBOBaHMS Ha KpyMnHENLIeM
B MMpe CemMunanaTMHCKOM Si4ePHOM MOSIUroHe

Obino nponsseneHo 470 B3pbIBOB.

[ Abnani n3
" KasaxcraHa
} '

www.hivatitbuhatinfo




- Ow yna GEpETCA MyTareh:

M3nyquMe

PEeHTreHOBCKOoe
PaFWloaKTV'BHOG ynbTpacdmnonerosoe

‘
oBpeXaeHHas MyTauns
AOHK )




POPUNAKTUKA HaAcneacTBeHHbIX bonesHeu

3I0poBbIH 00pa3 XU3HU: OTKAa3 OT KYPEeHHS, aJIKOTOJIs,
HApPKOTUYECKUX B-B

Menuko-reHeTHYEeCKHe KOHCY/TBTAIUU.

B r. AkTOOe B 8 MuKpopaiioHe «lleHTp IyTaHUPOBaHUS CEMbH»
MN36exaHne poAaCcTBEeHHBIX OPAaKOB

KoHTposb 3a MpoiyKTaMu TUTAaHUS U MeJl. TperapaTaMH.
KoHTposb 3a 3arpsizHeHNEM OKPYXAOIIEN cpebl



