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[MnaH nekuunwm

*TpyarHOCTH B H3yYECHUH N'CeHETUKH Y€/I0BEKA
*MeToabl FeHETUKH Y€JI0BEKA

*CyTh reHeaJJ0Oru4eCKoro MeTo/1a, TUIbI

HACJICIOBAHUSA
*B03MOKHOCTH OJJU3HEIOBOI'0 METO/AA

eJ[luTOreHeTHYECKUHU METOI, HACJIEACTBEHHbIEC

6OHe3HI/I, AUATHOCTHPYEMBIC 9 THUM MECTOA0OM



I eHeTHKA Ye0BeKa M3y4aeT SIBICHUS

HACJICJICTBECHHOCTHU U N3MCHUYUBOCTH B
MONYJISLUSIX JHOACH, 0COOCHHOCTH HACIICAOBAHUS
HOPMAJIbHBIX M IATOJIOTMYECKUX PU3HAKOB,
3aBHCUMOCTE 3a00JIEBaHUN OT T€HETUYECKOU

Ipeapacnoa0KeHHOCTH U (PAKTOPOB CPEIbl



*Oxos10 6000 HacIeICTBEHHBIX 3a00JIEBAHUA

*bostee 13000000  wyenmoBEK  MOpPaX€HBI  HACIIEACTBECHHBIMU
3a00JI€BaHUSIMU

*EsxerogHo 4-6 % neren poKaaroTCsa ¢ aHOMAJIMSIMM Pa3BUTHS

*KaXnpli NATBIA pPEOCHOK YMHPAET OT BPOXKJICHHOTO TMOpPOKa
pa3BUTUS

*20-25% CTAIMOHAPHBIX OOJIBHBIX C OTSTOIIIEHHOU
HACJIEJICTBEHHOCTBIO

JlaBunenkoB C.H. - oquH 13 0CHOBONOJIOXHUKOB MEIUIIMHCKON
T€HETUKU



TPYAHOCTU NPU N3YUYEHUN
reHeTUKWM YenoBeKa

MaJioe KOJJH4eCTBO MOTOMKOB
MeajieHHAsE CMeHA MMOKOJEHU M
HeB03MOKHOCTD NOCTABUTH IKCIIEPUMEHT HA JIIOAAX

boJibII0€ YU CJI0 XPOMOCOM



MeToAbl N3YUHEHNUA TEHETUNKWU
HeJjioBeKa

I'eHeasloruYecKum MeTO/
biau3HenoBbIN METO/
IHuToreHeTH4YeCKUU METO/
buoxuMHuYeCKHHA MeTO/
Hepmaroriimpuka

MeToa coMmaTn4ecCKOd rHOpuIu3anumn
IHonmyaIHOHHO-CTATUCTUYCCKHU I
NMMyHOreHeTHYEeCKUHA

Metoa MoaeIMpoBaHuA

JTHK-auarsocruka



[eHeanornyecknmm merton,

Metoa ocHoBaH B KoHIIE XIX Beka I aagbTOHOM

MeTton BKIIFOYAET JiBa dTamna: cOOp CBEACHUN O CEMbBE U
COCTaBJICHUE POJOCIOBHOM, TEHEAJIOTUYECKUN aHAJTN3

[IpoOGaHa0M Ha3bIBAaCTCSA JIUIIO, POAOCIOBHYIO KOTOPOTO
HEOOXOIUMO COCTABUTH

J1J1s1 cocTaBIieHUs POIOCIOBHOU IIPOBOAAT KPATKUE 3AMUCH O
KaXXI0OM 4JICHE POJOCIOBHON C TOYHBIM YKA3aHUEM €I'0 POJICTBA
110 OTHOIIICHMIO K IIPOOaHTy

JlenaroT rpadpuueckoe U300pakeHUE POJOCIOBHOM, HCHOIB3YS
CTaHJAPTHBIC CUMBOJIBI

[IOTOMCTBO OJTHOTO MOKOJIEHUS (CMOCHI) pacioaararoTcs B OTHOM
TOPU30HTAIBLHOM DSy B MOPSIAKE POKICHUS (CIeBa HAIIPaBo)



[eHeanornyecknmm merton,

AHAJIU3 POAOCJTOBHOMU:

Xapakrep npuU3HaKa (HACJECACTBCHHbIN  HWJIH
HEeHACJIeACTBCHHbIN)

Tun HaciaegoBaHusi (ayTOCOMHO-AOMHUHAHTHBIN
WJIH peleCCUBHBIN, CIEIJIEH C MMOJOM U HET)

3UrorHoCcTh NMPOOAHAA

CreneHb TNEHETPAHTHOCTH U JIKCIPECCUBHOCTH
MpU3HaKa

BeposiTHOCTL pokaeHUsT Y mnpodaHaa OO0JbHbIX
neTeu



Tunbl HacnepgoBaHUA

°  AVTOCOMHO-IOMHMHAHTHBIN:
IIpu3HaK BCTpeYaeTcs B KaXKIA0OM IMOKOJCHUH
Peakuy NpU3HaAK HACJIEAYETCH Y IMMOJOBUHBI 1eTen

My:KUYHUHBI U )KEHIIUHbI HACJEAYIOT IPU3HAK
OIUHAKOBO 4aCTO

. O0a poauTesss B paBHOHM CTENEHH NMePeaaroT
IPU3HAK AETAM

O
«IIEPCTUCTHIE BOJIOCHI», i ‘
0JIM30PYKOCTh, —
0eJIbIN JIOKOH, ; | I
HOJMAAK TN :7
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Tunbl HacnepgoBaHUA

AYTOCOMHO-peleCCUBHBIN THUIL:

1. Peako BcTpeyaemMblil MPU3HAK

2. Ilpu [J0CTATOYHOM 4YHCJe T[OTOMKOB  MOKET
BCTpPEYaThLCs _ 4Yepe3 MNOKoJeHue (y 3I0pPOBBIX
poauTesiei — 00JbHbIE 1€TH)

3. Ilpu3Hak Hacjeayercsi BCeMH JAeTbMH ecJu 00a
POAMTEJIA €ro uMeioT

4. IlpusHak HacJIeAyeTCs OJMHAKOBO 4acTo
"KEHIIMHAMHU U MYKYUHAMHU

AJILOMHU3M, . 00

caxapHbIH aAuaderT, .

|
CKY, “@471H£E<>
mu3oppeHus '

é&&&ék&&



Tunbl HacnepgoBaHUA

* JIOMHHAHTHBIN, CHENJICHHbIA ¢ X-XPOMOCOMOM:

1. 7KeHmIMHBI HACJEAYIOT MPU3HAK Yalle, YeM MYKUUHBI

2. Eciau npu3HaK eCcThb JIUIIb Y CYIIPYIrH, €ro HacJeaAYyT Ju00 Bce
aeTu (Marb TIOMO3MIOTHA), JH00 MOJOBHHA JeTed (MaTh
rerepo3uroTHa)

3. Ecau npuzHak HaOJ100aeTcs JHUIIb Y CyNIpyra, OH HacJeayeTrcs

BCEMMU N€TBbMH KCHCKOI'O 110J1a

1 .1__D
ButaMuHO-YCTOMYMBBI :

. Dl_—‘l 63 ‘4 éf‘ ‘;—D’
PaxuL, "@00 O  Ore O

TeMHasi YMaJIb 3y00B ; ‘/\‘_ ba & | ELeLeee



Tunbl HacnepgoBaHUA

* PeneccuBHBIN, CHCIJICHHBIN ¢ X-XPOMOCOMOM:
1. Kak npaBujio, cTpagaT MYy;KYHHBI

2. T'erepo3urorHasi HOCUTEJAbHUIIA — MATH —
nepeaaeT MyTAHTHBIA I'eH IMOJIOBUHE CHIHOBEH,
KOTOPbIe OyAyT 00JIbHBI U IIO0JIOBMHE J0Uepen,
KOTOpbIEe O0y1yT PeHOTUIIHYECKH 310POBbI, HO
nepeaaayT MyYTAHTHBIM I'eH CJeaYIoIeMy

IHOKOJICHUIO
JaabToHU3M, remopuinga, T
MbIILICYHAA TUCTPODUS " <5,"D, D:'el
JlronieHa, UXTuo3 B OO0 ﬁ* 4 &

T TRy
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Tunbl HacnepgoBaHUA

e ClenjieHHbINA ¢ Y-XPOMOCOMOH

(roJIaHJAPUYECKHH):

1. Bo0JerT TOJbKO MY;KUMHBI
2. Ilpu3zHak nmepeaaércs OT OTHA K ChIHY

CuHIaKTHJINA,
HEKOTOpPbIe
(hopmbIl
aJIJIepPruu,
rMIEePTPUXO03
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M NTOXOHAPWNa/IbHAA HAC/NTEeACTBEHHOCTDb

Kaxxpass MUTOXOHIpHUS 001aaaeT
HaO0OPOM I'€HOB, OTJIMYAOIIUMCS OT
ICPHBIX. MUTOXOHApHUAIbHAS

MapKMHCOHWU3M MapKUHCOHM3M
JIHK denmoBeka nmpeacraBiseT N Fons
o & F PT AWCTOHMA
COOO0OM JBYXIEIIOYCUHYIO y <4a £2%Nps
KOJIBLICBYIO MOJICKYIY, veLas 47 \\‘-\;“\_NDS
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MERRF

13 nonunenTuaoB (hepMEHTOB
JIbIXaTeJIbHOU e



M NTOXOHAPWNa/IbHAA HAC/NTEeACTBEHHOCTDb

*  MHUTOXOHAPHUHU HACICAYIOTCS PEOCHKOM OT MAaTEPH C IUTOIIa3MOM
OBOIIMTOB, BCE J€TU OO0JIbHOM JKEHIIMHBI YHACICAYIOT 3a00JI€BaHUE
HE3aBUCHUMO OT I0JjIa

* llopakeHHBIE IEBOYKHU, BBIXO/IS 3aMYK, OyIyT POXKATh TOJIBKO
OOJIBHBIX JIETEM, B TO BpeMs KaK y OOJIbHBIX MYKCKOTO I10JIa BCE
AeTH OyIyT 310POBBI

* TIoCKOJIBKY U3MEHEHMS MUTOXOHAPHUAJIBHOIO T€HOMAa IIPUBOJIST K
HapYIICHUIO NUPYBATACTUAPOTreHa3HOI0 KOMILIEK A, Ae(heKTam
(bepMEHTOB JbIXaTCIbHOM 1IeIH, OeTa-OKKUCIeHU 1 uKia Kpeoca,
B KJIMHUYECKOM KapTUHE JAHHBIX 3a00JICBaHUI BEIYyIIMMU
SIBJISIFOTCS TSIKEIIbIC MOPAYKEHUS [THC, OPraHOB 3PEHMUS, CEep/Ila U
MBIIIII]



M NMTOXOHAPWNa/NNbHAA HACNTEeACTBEHHOCTDb
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ITo MUTOXOHApHATBHOMY THITY HaclIeayeTcs arpodus 3pUTEILHOTO
HepBa Jlebepa, MUTOXOHApHUAIbLHAS MUOYHIIC(aIonaTus, CHHIPOM
JIest, 6oae3nb Kepraca-Ceiipo (okoio 10 3a001eBaHui)



BAN3HEMOBBIM METO rencruxn senosexa

biaM3HenoBbIM METO UCIIOJIL3YETCI B TCHETUKE YEIIOBEKA
IJTSl ©U3YYEHUS 3aKOHOMEPHOCTEN HACIIEAOBaHUA
IIPU3HAKOB B I1apax OJHO- U JBYSHIIEBBIX OJIM3HEIOB.
[103BOJISIET BBIIBUTH HACJICICTBEHHBIN XapaKTep MpHU3HaKa,
ONpEJICINTh IIEHETPAHTHOCTh AJIJIENs, OLICHUTD
3((HEKTUBHOCTH ASUCTBUS HA OPTraHU3M HEKOTOPBIX
BHEIIHUX (PAKTOPOB (JI€KaAPCTBEHHbBIX IIPEIIapaToB,
oOy4YeHHUs1, BOCHUTAHMS )



BAN3HEMOBBIM METO rencruxn senosexa

MOHO3UIOTHBIE OJIM3HENbI
PA3BUBAIOTCS U3 OJTHOMU
OIUIOJOTBOPEHHOU SAMIIEKIIETKUA U
MMEIOT OJIMHAKOBYIO HACJIEACTBEHHYIO
KOHCTUTYILIMIO, TO3TOMY BBISIBIIIEMBIC
MEXy HUMM PA3JIMUUS HE CBSI3aHbI C
HaCJIEICTBEHHBIMU (haKTOpaMH

JIn3urorupie OJIM3HENbI
Pa3BUBAIOTCA U3 Pa3HBIX SIUIEKIIETOK,
OTLJIOIOTBOPEHHBIX Pa3HBIMU
criepmarozoniaMu. CTEIICHb UX
T€HETUYECKOI'0 CXOACTBA TaKas e, KaKk
y OOBIYHBIX OpaThEB U CECTEP, HO
Osaromapsi OMTHOBPEMEHHOMY
POXKICHUIO OHU UMEIOT OOJIBIIIE OOIIHNX
CPEIOBBIX (PAKTOPOB

/JBa XopHOHA

AMHHOH AMHHOH

/JBa xopHOHA

AMHHOH AMHHOH

MomnozaroTasie
(aExopHanbHBIE, THAMHHOTHYECKHE)




BAN3HEMOBBIM METO rencruxn senosexa

* PesynbraroM CcpaBHEHUsS JByX Tpynn  OJM3HEIOB  SIBJISACTCA  pacyeT
UACHTUYHOCTH WM KOHKOPAAHTHOCTH Pa3JIMYHBIX MPU3HAKOB WUJIA OOJIE3HEH,
MPOSIBIISIOIIUXCS Y KaXKJI0T0 U3 Tapbl OJIU3HEIIOB

K=(n/N)100
N-4KCIIO Map OJIU3HEIOB, Y KOTOPHIX MPU3HAK MIPUCYTCTBYET Y 000UX MapTHEPOB
N-oO11ee 4yuciao 00ciIeayeMbIX map

* KoJM4eCcTBEHHON OILICHKOW JOJIM HACJEACTBEHHON OOYCIOBICHHOCTH MPHU3HAKA

aBisieTcs Ko puuueHt Hacaeayemoctu (H)
H:(K M.6. K 1.0. )/(100 -K LL.6.)

K 6 K 5 — KOHKOPIAaHTHOCTb IIPU3HAKA 1/l MOHO- M IU3UTOTHBIX Omu3HenoB B %

* Ecomm H>70%, pemaromas ponb B MPOSBICHUM TMPU3HAKA TPUHAJIICKUT
HACJICICTBEHHBIM (paKTOpam

 IIpu H<30% cpenoBbie (HaKTOphI SIBJISIOTCA OCHOBHBIMH B (POPMHUPOBAHUU
IPU3HAKA

 [lpy OpPOMEXKYTOUHBIX 3HAYCHUAX [MPEATONATACTCA YYaCTUE B KOHTPOJIE
MPU3HAKA KaK TCHETUYECKUX, TaK U CPEJIOBBIX (PaKTOPOB



LLnToreHeTUYECKUN MeToA

- nccnepoBaHMe Konmyectsa v
CTPYKTYPbl XPOMOCOM

Hauno0oJ1ee y100HOM 115 H3y4YeHUS SABJIAETCS
craaus MeTada3sbl MUTO3a, KOIIA
XPOMOCOMBI Hau0o0J1ee CIMPATU30BAHBI H
HAXOASITCH HA IKBATOPE KJIETKH



LnToreHeTU4YECKUN MeTo

MeToabl H3VUCHUS XPOMOCOM:

IIpsmMont MeTon — HCCIeOOBAaHUE KIIETOK
KOCTHOTO MO3ra (MCIOJIb3YETCS PEAKO)
HenpssMbie METOJIbI: UCCIIEIOBAHUE KPOBH,
(nOp0o0OIaCTOB KOXKH, KJICTKHU
A00OpPTUPOBAHHOIO  IIOAA,  HEKPOICHS
OPTraHOB.



MeToauka
KapuotTunmpoBaHuA

* KyabTUBHpOBa
Hue 48-72 u
e Koaxunun
* I'mmoroHmM4eckK

NMutaTtenbHa

U p-p
e (Puxkcanus "
OKpacka

XpPOMOCOM




Tnbl OKpacKy XpomMocoMm

1. Mertoa I'um3e — pyTuHHAA
OKpacka
2. JudpdepeHnnainbHOe

OKpalllUBAHHUE:

* MeTobl, BBISIBIISIIOIINE TTONEPEUYHY IO
HMCUEPUYCHHOCTD (UEpe/IOBAaHUE CBETIIBIX U
TEMHBIX HomnepedHbIx noioc) — Q, G, R —
OKpaIllMBaHUE

* MeTonpbl, CEIEKTUBHO OKpPaIlIMBAIOII1E
ONPEJICIICHHBIE YYaCTKH XpOMOCcoM — C,
T n npyrue




Metoa T. KacnepcoHna — okpacka
KBUHAKPUHOM C ITOCICAYIOIIUM
00JIydeHHEM U UHAYKIIUCH
baroopecueHiuu (Q okpacka)

Metoa K. o, 3. Camuepa u Y.
IIInensa — okpacka KpacuTejiem
PomanoBckoro-I'mmza (G okpacka)

©
°

2288 '.:v.:'.:-;:;v‘
NI

AuddepennupoBannas

IH3NMATHYECKAS OKPACKA,

MHOT'OIIBETHAs (DIFOOPECIICHTHAS -
okpacka (FISH — fluorescent in situ
hybridization), 1103BOJISIET ONIPENECTUTD s

" ; HEIN]
13 14 15 16 17 18

BHYTPUXPOMOCOMHBIE TIEPECTPOUKHU i onp I8

/
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[TloKa3aHuA K KapnotmnmpoeaHuMio

* MHOKeCTBEHHbIE BPOXK/ICHHbIEC MOPOKH Pa3BUTHUSA
* [IpuBbIYHOE HEBBIHAIIIMBAHME

* HenudpepeHuupoBaHHbIE 0JIUTOGPEHUM

* [logo3peHue HA CEMEMHYI0 TPAHCJIOKALUIO

* [IpenarajibHas ANATHOCTHKA y OepeMeHHOM
KEHIMMHBI mocJae 35 jer (WM MyxKa mocJie 45 Jjer)

°* YTOYHEeHMEe /JMArHo3a IpH HApYUWIEeHMHM B CUCTeMe
IMOJIOBBIX XPOMOCOM

* HapyuieHue penpoayKTUBHOU (PYHKIIUHU HESICHOI'O
reHesa



NonoBown xpomMaTuvH

1949 r M. bapp u Y. beprpam

IoJsi0BOM XpoMaTuH (Tenblle bappa) — nHaKTHBUPOBAaHHAs X-

XpoMocoMa (0JIHa U3 JIBYX ), HaXOAAIIAsCs MOJ1 IACPHON 000JI0YKOM B
BHMJIC OKPAILICHHOTO TEJIblla B JIFOOBIX KJIETKAX Y CaMOK. Y CaMIIOB

oaHa X-XpOMOCOMa, CJIeA0BaTeNbHO Teel bappa HeT



XpOMOCOMHbIe 60/1e3HN

1. XpomMocomHbIe 00J1€3HU, CBSI3AHHbIE C AHOMAJIUSIMHU YHMCJIA
XPOMOCOM IPH COXPAHCHUU UX CTPYKTYPhI:

1.1.boJsie3Hu, 00yCJIOBJICHHBIC YUCJIOBLIMHA AHOMAJIUAMHU ayTOCOM
- ¢. [layna (47, XX+21), c. Ilatay (47,XX+13), c. 9aBapxaca (47,
XX+18)

1.2.bos1e3H4, 00yCJI0BJICHHBbIC YUCJAOBLIMHY AHOMAJUAMH MMOJOBbIX
X u Y — xpomocom

c. lllepemesckoro-Tepuepa 45, X0

c. Knaitngpensrepa 47, XXVY; 47, XVYYV; 48, XXVV; 49, XXXY,

C. MOJIMCOMMH T10 X-XpPOMOCOME

1.3.boj1e3H1, 00yCJI0OBJICHHBIE YBEJIHUYEHHUEM KPATHOCTH IOJHOIO
ramnJiouAHOr0 Hadopa XPoOMOCOM- MOJUIJIOMIANM

Tpunnongun

Terpammonauu. ..



CnHppom [layHa

iy 20 i ¢ * Yacrora BcTpeuaeMOCTH 1:700-800
it 8) 0 jl
- =

* Ilpusnaku: Opaxunedanus,

. .._._.‘“‘:\Lf-
Crrppom [layna — He Tpareans, ecnu teba mobsr!
21 MapTa = MexayHaIpoaAHsst ACHL YeNnosexa ¢
omApoMom flayna

VIUTOIIEHHBIN 3aThIJIOK, CKOILIEHHBIU
1 Y3KHM 100, IOCKOE JIMIIO,
MOHTOJIOUIHBIN pa3pes Ias,
SMUKAHT, KOPOTKHUH HOC, OTKPBITHIN
POT, TOJICTBIE T'yOBI, OOIBIIION
CKJIQI4aThIi A3bIK, INIOCKAs CIIMHKA
HOCA, BPOXKJICHHBIC TOPOKH
Pa3BUTHS OPraHoOB (AC(PEKTHI
MEXOKEITYIOUKOBOU U
MEXIIPEICEPAHOU TIEPETOPOJIOK,
OTKPBITBIU apTEPUATBHBIN IPOTOK,
ITOPOKM KETYIOYHO-KUIITEUHOTO
TpaKTa), 3aJepKKa (PM3UUECKOTO U
VMCTBEHHOTO DA3BUTUS



CnHppom laTay
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Tpucomus no 1315 napam

XPOMOCOM

1:5000 (7000)

DEeHOTUIT BKIIIOYAET TPUALY:
MHUKpO(pTaIbM (YMEHBIIICHUE
I71a3HOTO S10J10Ka), paciliearHa
BepXHEW I'yObl M HEOA,
TOJUIAKTUIIUS

XapaKTepHbl MHOKECTBEHHBIE
BPOXKJICHHBIC TOPOKU Pa3BUTHUS
TOJIOBHOI'O MO3Ta U JIWIIA,
IIOPOKH BHYTPEHHUX OPraHOB
95% OO0JIbHBIX YMHUPAIOT Ha 2-3
MeCSIIE KU3HU



CnHpgpom SaBapAca
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Tpucomus no 16-18 mape
1:6000 (8000)

MHOKeCTBEHHBIE BPOKICHHbIE
OPOKH Pa3BUTHS JIUIIEBOM YaCTU
yepena, cep/ina, KOCTHOU
CHUCTEMBI, ITOJIOBBIX OPTraHOB,
yIITHbIE PAKOBUHBI HU3KO
PacoN0XEHbI U Ae()OPMUPOBAHEI,
(p1eKCOpHOE CrudaHue KUCTEM ¢
HaJIOXKEHUEM yKa3aTeJIbHOIO
naabna Ha I1I, a V naaena Ha 1V,
CTOITa-KavaJika (MsATKa BBICTYIIACT ,
CBOJI IPOBUCAET), BPOKICHHBIN
BBIBUX O€Jipa

90% OO0JIbHBIX YMHUPAIOT JI0 TOa



CnHpgpom LlepewieBckoro - TepHepa
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1: 3000 (5000)

B MIEPHUO]T HOBOPOXKJICHHOCTH -
TuM(paTHYECKHAM OTEK KUCTEHW U CTOI,
KOPOTKas C KOKHBIMU CKJIaJIKaMH IIes
(IEHHBIA NTEPUTUYM ), OTCTaBaHUE B
pOCTE, aHTUMOHI'OJIOMIHBIN pa3pes
I71a3, TO3, SIUKAHT, HU3KO
PACIOI0KEHHBIE YIIHBIE PAKOBHUHEI,
KOPOTKas I1€s, HU3KUK POCT BOJIOC Ha
3aThUIKE, IIMPOKas TPyaHas KJIeTKa

B MyOEPTAaTHOM MEPHUOJIC - OTCYTCTBUE
(OpMHUPOBaHUS BTOPUYHBIX MOJTOBBIX
IPU3HAKOB, SMYHUKHU HEIOPA3BUTHI,
JIETOPOXKICHUE HEBO3MOXKHO,
YMCTBEHHAsl OTCTAJIOCTh BCTPEYACTCS Y

16-259%,



CuHapom KnanHdenbTepa

1:500 (750)

BBICOKHIN POCT, TEJIOCIOKEHUE
1o KEHCKOMY TUIY,
TMHEKOMACTHS, THUIOTOHAJIN3M,
TUIIOTUHETAJIN3M,  OTCYTCTBHE
BTOPUYHBIX MIOJIOBBIX
IIPU3HAKOB, OCCILIOANE
HNHTEUIEKTYyalbHOE  PA3BUTHE
OOBIYHO HAXOAUTCA B IpeAeiax

HOPMBI NJIN CHHUIKCHO

47, XXY
47, XYY

48 ,XXYY
49, XXXXY



XpOMOCOMHbIe 60/1e3HN

2. XpoMoCOMHBbIE 00J1e3HU, 00YCJIOBJIEHHbIE PA3PbIBOM XPOMOCOM

U UX NEePeCTPOMKON — XpPOMOCOMHBIE adeppanuu:

2.1. Tpancaokauuu (TpaHciokanmoOHHBIM CHHAPOM JlayHa —

TpaHcJokanus 21 xpomocomsbl Ha 15)

2.2. Jeaenuu (aenenus KOPOTKOIO INI€Ya 5 XpOMOCOMBI — CUHAPOM
KOILIAYbEr0 KPHUKA; JeNeUus KOPOTKOro miedya 4 XpOMOCOMBI —
cuaapom Bonbsda-XupmixopHa; genenus JIMHHOrO moeda 21
XpOMOCOMBI — JIEWKO3; aenenus 15 xpomocomsl — c. Ilpagepa —

Bun)
2.3. HuBepcuu

2.4. lynaukanuu (QIyIUIMKAUs KOPOTKOTO mieda 9 XpoMOCOMBI)



CnHppoM Kowaybero Kpuka
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- 1:20000 (50000)

% o 9 P * HeoObIuHbIN KPUK WIM ILIa4
§§° 1 %{ §§ 55 s B (U3MEHEHME TOPTaHu),
56§ }:& ﬁﬁ bé’ ﬂ e% MHKpouedanns, aHTUMOHTOJIOM THBIH
5 e « = w»  pa3spes a3, IyHOOOPa3HOE JIHIIO,
AT g b a3 mpoKas MEPEHOCHIA, HU3KO

OCaXXCHHBIE U Je(hOPMUPOBAHHBIC
VIIIHBIE PAKOBUHBI

* BPOXKJCHHBIC IIOPOKHU Cepalla U
HEKOTOPBIX BHYTPEHHUX OPraHOB,
N3MEHEHUS KOCTHO-MBIIIIECYHOUN
CHUCTEMBI

* MOPOrpecCUpPyeET IMCUXOMOTOPHOE
HEI0Pa3BUTHE, KOCOINIA3HE

* IDOIOIDKUTEIBRHOCTE K3HU 10 10 mer




CviHpgpom Bonbda - XMpLUXOpHa
P — R T O R

* Jlenemus 4p-

* MHOTOYMCIIEHHBIE TIOPOKH PA3ZBUTHSA C
MOCJIEYIOIIECH PE3KOM 3aEPKKOU
(PU3NIECKOTO ¥ IICUXOMOTOPHOIO
PA3BUTHS

e XapaxkTepHbIC YEPTHI JIMIIA U Yepena:
BBICOKMH JI00, MUKpoOILE(aus,
BBICOKOE€ HAANEPEHOCHE,
KJIIOBOBUIHBIN HOC

* BeIiCTynaromuye masza, MUKpOTHATHS,
MaJICHBKHAM POT C OIYIIEHHBIMHA
YIOJIKaMH pTa, KPYIHbIE
OTTONBIPCHHBIC YIIIN

* Pacmenunsl ryosl n HeOa. Ilopoku
CEPAECYHO-COCYAUCTON CUCTEMBI.




Vingpomv owibriviCa (««Jivilio
3bPpa»)

e Jlenenus JJIMHHOTO mjie4ya /
XPOMOCOMBI

* 1:10000

* HeoObr4yHOE U110, HAAKIAITAaHHBIM
CTEHO3 a0pPThI UJIH JIETOYHOU apTEPUH,
MTOBBIIIIEHHOE COJIEPKAHUA KaJIbIIUA B
IJ1a3Me KpOBHU

* DJNHWKAHT, KOPOTKUK HOC C OTKPBITHIMHU
BIIEPE]T HO3JAPSIMHU, MAJICHbKAsT HUKHSS
YEJIFOCTh, OTTONBIPEHHBIE YIIIN

e XapaxkTepHa UHTEIIICKTYyaJIbHAas
HEJI0CTaTOYHOCTh, HEBPO30IOA00HbIS
pacCTPOUCTBA




bonesHn MMNPUHTUHra

HexkoTopeklie reHbl HECYT, IepeIaBaeMbIe 110 HACIEACTRY, CIICU(PUYECKUI
«OTIIEYATOK» MOJIA POAUTEIEH.

HexkoTopblie OTIIOBCKUE U MAaTEPUHCKHUE TE€HBI UMEIOT pa3ianyaroimuecs 3pPeKTsi,
T.€. IPOSIBIISIFOTCS Y TOTOMKOB I10- Pa3HOMY. JTO SIBJICHUE HA3bIBACTCS
T€HOMHBIN UMIIPUHTUHI, WX XPOMOCOMHAs MTaMSATb.

[ eHOMHBIN UMOPUHTHUHT SABJISIETCS (POPMO HEMEHETEBCKOTO
SIUTEHETUYECKOTO HACIIEIOBAHUS, KOTOPOE XapaKTEPU3YETCs
nuddepeHnanbHON SKCIPECCUE TeHa B 3aBUCUMOCTH OT €0 POJUTEIBCKOTO
IIPOUCXOXKICHUS — MATEPU WJIA OTLA.

N3BeCTHO y)Ke 0KOJI0 60 UMIIPUHTUPOBAHHBIX T€HOB, MHOTHE U3 KOTOPBIX
OKa3bIBaIOT CYLIECTBEHHOE BIIMSHUE HA POCT U Pa3BUTHUE IUIOJA.

OCHOBHBIM 3MUT€HETUYECKUM MOAU(PUKATOPOM I'e€HOMA SIBJISIETCS
METWJIMPOBAHKUE NUTO3MHOBBIX OCHOBaHuM JIHK, onpenensromiee
B3aumozeiicteue mexay JIHK u Oenkamu, pacro3HarOuMu
MOAU(DUIIUPOBAHHBIE OCHOBAHUSA U PETYIUPYIOIIEE SKCIIPECCUIO TEHOB Uepe3
MEXAHU3M KOMIAKTU3AUU—IEKOMIIAaKTU3AI[MU XPOMATUHA.



Adeneynsa 15 xpomocomsl - c. [Mpagepa - Bunnm (no
OTLLOBCKOM XpOoMOCOMe)

e 1:12000 — 1:15000 HOBOPOKAEHHBIX
* OxupeHue TYyJOBUIIA, U MPOKCUMAIbHBIX OTHEIOB
KOHEYHOCTEH,  JIucMOpduM  JIMIIEBOrO  yepena,
TUIIOTOHUS, TUIIOTOHAAU3M, YMCTBEHHAsI OTCTAJIOCTb,
MAJICHbKUE KHUCTA H CTONbL [IpomomKuTenbHOCTh
xn3Hu 25-30 JeT.

deneuuns 15 XpoMOCOMbI - C.
AHrenbmaHa (Mo MmaTepuHCKoun

XpOMOCOoMe)
e 1:15000 —1:20000 HOBOPOKAEHHBIX

* Ilpuctynbl HEKOHTPOJIHUPYEMOIO CMEXa, PE3KHUE
CYIOPOXKHBIC JBHXKCHHUS PYK, HEOObIYHAs ITOXOJKa,
XJIOIIaHbE B JAJOIIM M cHenuduueckas TIpumaca,
4aCcTO€ BBICOBBIBAHHUE SI3bIKA, PEJKHE 3YOBI, 3aJieprKKa
YMCTBEHHOTO W MOTOPHOTO pa3BHUTHs, HAPACTAET
TSKECTh HEBPOJIOTHYECKOM CHMITOMATHKH.

* IIpogomxurenbHOCTH xU3HU 25-30 neT.




MonekynapHo-ymntoreHeTnuyeckme

MeToAbl

1.  ®JIYOPECIEHTHAS IN  SITU

TUBPUIUBALIMS (FISH-meTon)

2. META®A3HAS CPABHUTEJIbHASI TEHOMHA $1
TUBPUIN3ALINS

3. CPABHUTEJILHAS TEHOMHAS
TUBPUAN3ALIAS HA MUKPOUUTIAX




®JIYOPECHEHTHAS IN SITU
T'IBPUIN3ALIUS (FISH)

* MeTtoa Mo3BOISET MPOBOAUTH TMOPUIM3ALNI0 MeETa(a3HBIX
UM MHTEp(a3HbIX XpoMocoM ¢ paznuuHbiMu JIHK-30H1aMM,
MEUEHHBIMH (DIF0OPECHUPYIOIIMMU BEILIECTBAMM.

* 30HABI - KIOHUPOBAHHBIE IMOCJIECAOBATCIBHOCTH  WJIM
BbIZEJIEHHbIE yyacTKu JIHK

* Meroa NpuUMEHSETCS — OT ONPEACICHUA JIOKAIU3AllMU TeHA
A0  paclIu@pOBKM  CIOXKHBIX  IIEPECTPOCK  MEKAY
HECKOJIBKUMHU XPOMOCOMaMHU

*  MOXXHO IPUMEHSTH JJIS ﬁ wm— W>H
AUArHOCTUKH aHEYIUION U e - |
B UHTEP(DAZHBIX SIApaX — % { Sk
uHTEep(da3Has [IUTOrCHETUKA A el




* IIpaBuibHas OTIENbHAS KJIETKA
3apojbiina. Buaumele curHaibl 1Jis
XpoMocoM 13 (KpacHBbIi),

16 (rony0oii), 18 ((pronaeToBhIN),
21 (3en€Hpiit), 22 (KEATHIN)

(TprcoMuA
xpoMocombl 21). Buaumer 3
(bJTFOOPECIIEHTHBIX CUTHAIA IS
XpOMOCOMBI 21 (3€JIEHBIN)

* Cunapom Ilaray (Tpucomus 13
XpOMOCOMBI). Buaumer 3
(bJTFOOPECIIEHTHBIX CUTHAIA IS
XpOMOCOMBI 13 (KpacHBbIN)




Pe3tome

I'eHeTHKA Ye10BeKA — MHTCHCUBHO
Pa3BUBAIOMIAACS HAyKa, C MHOXXECTBOM METOIOB
HCCIIEI0BAHUS, KOTOPBHIE ITIOMOTArOT
TUArHOCTUPOBATH PA3IUYHBIC HACIECACTBEHHBIE
00JIC3HMU.



