Jlekuusa &

eHue B MeAULIUHCKYHO
TUKY .
AbI reHeTUKU YesnoBeKa.

K.6.H.,
AOLEHT  Kageapbl  6uonorum
NasytkuHa E.A.



TTnaH
1. Henosek kak cneuuguueckuit obbext
reHeTU4YeCckux UccneAoBaHUN.
2. Metoabr usyyeHua HacneacTseHHOCTU
Yeriosekxa.
3. leHHbIE U XpOMOCOMHLIE 6one3Hu
Yenoseka.

4. Meauko-reHetTuveckoe
KOHCYnbTUposaHue. [ eHeTUYeckue acnekTsbl

6paka. EsreHuka.

—



1. Yenosek kak cneumngpuyeckumn obvekr
reHeTUYecKux uccrenosaHUM




OCHOBHOU BKNAA reHeTUKU B MeaUuLvHY
- YCTAQHOBMIEHUe Poau HAcneACTBeHHbIX
(PAKTOPOB B U3MEHYUBOCTU
(PeHOTUNUYECKUX NPUIHAKOB, B TOM
Yyucsie NAaToNoruyecKkux y Yenoseka,
3TUONOruYeckas KIaccupuUKaums
bonesHeu.

\



meanLmHCKaa reHetTuka

Yenosek

reHeTuka venoseka




eHeTuka yYenoseka n3yvaeTt sAsrsieHus

HacneacTBeHHOCTU U U3IMEHYUBOCTU B
nonynaumax nropen, ocobeHHOCTU
HacnefaoBaHUS MPUSHAKOB B HOpME U UX
U3MeHeHUa noA  AeUCTBMEeM  YCN0BUM
OKpYXaroleu cpeasbl.




FeHeTUKa
YyenosekKa

L~

buonoruyeckue CounanbHO-3TUYeCcKue
ocobeHHOCTU ocobeHHOCTU

-no3aHee NONOBCY. co3peBaHUue #
~ManovYucneHHoe NOTOMCTBO Y OAHOMU - HeBO3MOXHOCTb

napsl poauTeneu HanNpaBneHHLIX CKpelmBaHUA
= MOHonnouaHaa 6epemeHHOCTDb - OTCYTCTBUE TOYHOU

(ucknroueHue - 6nusHeubr) perucTpaumm
- 6onbwou cpok 6epemeHHOCTU HacneACTBEHHLIX MPU3HAKOB
- MeAneHHas CMeHa NOKOJeHUU ~HEeBO3MOXHOCTb CO3AAHUS
- CNOXHbIU kapuoTtun (6onblwoe OAUHAKOBBLIX YCNOBUKA ANg

YUCNO XPOMOCOM U Tpynn BCeX JIFoAeU

cuenneHus)

= (PEHOTUNUYECKUUA NONTUMOPPU3M,
OTCYTCTBUE YUCTLIX NIUHUIA




TTpeumyuiecrea:
1. CnocobHOCTb BOCNPUHUMATL UH(POPMALUIO
U abCTpaKTHO MBICNUTD
2. 3HauyuTenbHOe YUcno u pasHoobpasue
MyTauum
3. Bbrcokaa YmucneHHOCTb nonynauuum,
AOCTYNHLIX ANA U3yyeHus
4. BO3MOXHOCTb permcrpaumm
HacneACTBEHHLIX MPU3HAKOB B TeveHue
ANUTENbHOro BpemeHU
5. Ucnonb3osaHue rubpuamsaumm
COMATUYECKUX KNEeTOK ANA reHeTUYeCKoro
aHanusa

="



MeauuuHckaa reHetuka paspabartsisaer
MeTOALI AUArHOCTUKU, NeYeHUa U

NPOPUIIAKTUKU HACNeACTBEHHOMU NAaToMIoruU
YesioBeKa.




3aaa4m reHeTUKU Yenoseka:
1) onpepeneHue NONHOU HYKNeOTUAHOU
nocneposatenobHoctu [HK reHoma yenoseka,
nokanusauum reHos U cospaHue ux 6aHka;

2) paHHAa AUArHOCTUKA HacneACTBeHHOU NaTonoruu
nyTem COBeplIeHCTBOBAHUS MeTOAOB NpeHaTanbHoOUu U
3KCNpecc-AUArHoCTUKM;

3) wupokoe BHeApeHUE MeAUKO-TeHeTUYeCKoro
KOHCYbTUPOBAHUSA

4) pa3paboTka meToAOB reHHOU TepanuU HacneAcTBeHHbLIX
3abonesaHUU Ha OCHOBe reHHOU UHXeHepum;

5) sbIgBNeHWe reHeTUYeCKU ONACHLIX (PAKTOPOB BHelHeW
cp U paspaboTka MeToAaoB UX HeUTpanusaLuuum.




2. MeToabr usyyeHus
HacnNeACTBEHHOCTU YesioBeKa.
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M'ubpuponoruveckum merton

HE TIPUMEHUMIII

| Flowercolor Flowerposition Seedcolor  Seedshape  Podshape  Podcolor  Stemlength |

Purple Axial Yeltow Round Inflated ‘ Green Tall

White Terminal Green Wrinkled Constricted | Yellow Dwarf

Purple Axial Yellow Round Inflated Green Tall




3a kopotkui cpok (1980-2000 rr.) B monekynapHou reHeTuke
U UH(POPMATUKE MPOUSOLINU peBONOLMUOHHBIE U3MeHeHUs,
NoBNUsBLUME HA BeCb «NAHAWAMPT» cOoBpemeHHoU buonorum.
Hauanacb 3noxa maccoBou pacluM@poBKU reHOMOB, B CBA3U C
3TUM NOSBUNUCL COBepLUEeHHO HOBble HanpaeneHUs HayK Ha
CTbIKe 6UONOrUU, MATEMATUKU, UH(POPMATUKU, (PUIUKU U

XUMUU.
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http://kib.nsu.ru/?page_id=538




KNMUHWUKO -TEHEANOIMYECKUNA
METO

$. NTanbTOH
1865 r.

0
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TTocTtpoeHue
POAOCNOBHLIX



KNMMHNKO-TEHEANOIMYECKUU
METOL

NUpaeTCca Ha reHeasioruko
yYyeHue O pOAOCNOBHBIX.

yCTaHOBMeHue HacneacTBeHHOro xapakrepa
3abonesaHUii UNU NpU3HAKOB, onpefaesneHue
TUNAG U XapaKTepa HacnenosaHus



KNMHNKO-TEHEANOIMYECKUUA

METO[]

TTossonser ycraHoBUTSL:
aBnNaeTca NU AAHHLIN

NPU3HAK HACNEeACTBEHHBLIM;

. TUN U XapakTep HAcNeaoBaHUS;
. 3UrOTHOCTb NUL, POAOCNIOBHOM;
. NeHeTPaHTHOCTb reHa,

. BepoaTHOCTb poxaeHua pebeHka
C AGHHOU HacneacTBeHHOM
naronoruvemn.

g b wWwN

AyTOCOMHO-
AOMUHAHTHLIMN TUN
HacnenosaHUN

OTey, - MaTb - He
noaa p +£H BB nopBepieHa
. He nogeepeH
[ ] Nogeepsren

b

Cbm JIGTTY CbIH n b
NoABERMHEH HE NOABEICHEHE  He nopgepseH  NOABENHEHa

3KTOAEepMmasibHaa aucnnasma



feHeanoruJveckum
aHanus3

/ 1. HauuHaetca ¢ npobaHaa

2. Cubcer (popHbre)- netu
1 aHamHe3 OAHOU pOAUTENbCKO Napbl.

Pacnonararotca 8 nopaake
poxaeHua cneea HaNpaeo.

nocTpoeHue }
2 pOAOCNOBHOU 3. YneHbr poaocnosHoU
pacnonararoTca CTporo no
NOKOJMIeHUAM B OAUH pAA.
aHanu3 poOAOCNOBHOM, 4. TTokoneHus obosHauaroTCA
3 BbIBOAbLI pUMCKUMU LUUPpPaAMU cneBa OT

pPOAOCNOBHOU CBepXYy BHUS3.

5. Apabckumu umugppamu
HymMepyeTca NMOTOMCTBO OAHOrO
nokoneHua (oawH psaa) cnesa
Hanpaeo.




CuMBONBI, UCNOSb3yemMble NPU COCTABNEHUU POAOCNOBHOM

O MyxunHa
O O eHuwunHa

Hetu-6nuzxHeubl
(MOHOSUIOTHbIE,
OAHOAVLIOBLIR)

Bpak
MeXay POACTEEHHUKAMM

_O MyX4UHa U XeHLnHa,
cocTosAume B Gpake

O < "O BHebpayHas CBA3b

detu

TO Be3neTHbli 6pak

@ MNpegnonaraemobie
HOCUTenn 6oneaxHn

Hetu-6nuanHeL bl

- . BonkHble
(BU3UroTHbIE,
ABYARLOBLIE) p O Mpo6aHa
X




T

TUTT HACNEOOBAHWKA

AN

AYTOCOMHO - AOMMUHQAHTHBLIU

0-|—

O O

| 6

cuHapom MapgpaHa

Ty6eposHbIU Cknepos

axoHAponnasus

AYTOCOMHO - peLecCUBHBLIU

OT

i[We

O

o000

“ ranakrosemus

nceeaorunepTpopuyecKas
nporpeccupyrolas MmonaTms

anbbUHU3M



TUTT HACNEOOBAHWKA

CuenneHHbIU C NOSIoM /\ CuenneHHbLIM C NONOM

peLecCUBHLIN AOMUHAHTHLIN

-
10

Or
s

o

AeekT 3ybHoU amanu
PONNUKYNAPHLIU MMNepkeparTos

OO

remopunus
AQNbTOHU3M

Or

muoauctpopus [roweHHa

BUTAGMUH []-pe3smucTeHTHbIN paxuT



eHeanoruuyeckoe Apeso eBpoOMNEeUCKUX LIGPCTBEHHBLIX (PAMUIUA

Koponesa Bukropus 8 AHrnuu

Sben b b om e

Anuca Nleononsa Eeanmcca
éﬁgl}‘é}‘ ‘{J(g ‘ﬁléé}‘ﬂ‘
WpeHa ®pe- Anek-|Huko- Anuca Buktopua-| Anbhos- Mopuc
AepuK caxapa | nau Il Esrexus| co Xl
Bunbam B VicnaHum
mim (4444m 5&% TRYIT
Bonbaemap [eHpw Anekcein BUCKOHT AnbhoHCOo

8 Mpyccum B Mpyceum B Poccum TpemaraH B Mcnanuu




TTpumeHeHue metoana

©

P

FeHeanoruveckuu metopn,
nossonser
NpOrHo3npoBaThb
BEpOATHOCTb NPOSABJIeHUs
NpusHaka 8 NOTOMCTBE U
umeeT 6bonblwoe 3HauyeHue
ANa npeaynpexaeHus
HacneacTBeHHLIX o]
6onesHeun.

. Ymep B pevcrse
[jo W“NU BEPORTHO
yMep 8 aeTcTee
AononHurenbHsie
D O CBEAeHUA "
K pPOACCNOBHOM




BNMN3HELLOBLIM METO[

$. FanbTOH
1895 r.

cpaBHeHUe MOHO- U
AN3UFOTHBIX
61m13HeLoB



Pepuanviwmm cnyuyau 6611 3aPUKCUPOBAH B aHrnUUCKom HotTuHreme -

Y MONIOAOU NApbl POAUNUCH AeBOYKU-6MU3HEUbT C PA3HBIM LIBETOM KOXW.
Mama n nana HeobbIyHbIX 6nU3sHAWeEK 19 UMmeloT cmellaHHYHO KpOoBb - UX
matepu benble, a OTULI - Herpbl.

A
A

OueBUAHO, YTO OAHA U3 AeBoYeKk-6nusHaWweK
yHacrnepoBsana Tonbko “6enbre” reHer ¢ obeux CTOpOH,
B TO Bpemsa KaK apyras - TOSbKO 'yepHbre’.




W

88 poxneHw

bnusHeusr poxaarotca 1 Ha 86




BJTM3HELIbI

—

MOHO3UIOTHbIE ON3UTOTHBIE

COCTABNAOT NPUMepHO 3 Bcex 6nmsHeuLOB

Aong obwunx Aong obwnx
FEHOB 100% FEHOB 50%




brnusHeuoBssIU meton

TTo3sonsaer BbISABUTH
MYJIbTUPAKTOPUASIbHBIE
3abonesaHus T.e.

6one3Hu ¢ HacneacTeeHHOMU
npeApacnonoXeHHOCTbHO

AaeT BO3MOXHOCTb
YCTGHOBUTb POnb
reHoTUMNa U PaKTopos
cpeAbl B BO3HUKHOBEHUMU

\:«!aﬁoneaaum



KOHKOPAAHTHOCTb

NpoueHT cxoacTea rpynnst 6nusHelos
NO U3yyaemomy NpU3HAKY

NpoLUeHT pasnuuua rpynnst 6nmsHeuos
NoO U3y4YaeMOMY MNpU3HAKY

\

AUCKOPAAHTHOCTD




LIMTOrEHETUYECKNA

METOA

MUKpOCKONUYecKoe
uccnepnosaHue
KapuoTuna

0b6beKkT uccnenosaHU
- meTagpasHbIe
XPOMOCOMBI




LIMTOrEHETUYECKNA
METOQN

TTO3BONSET:

- U3y4aTb HOpPMANbHYHO
MOPPONOru0 XpOMOCOM U
KapuoTUna B Lesnom,

-yYCTGHABNUBATb reHeTU4eCcKum
(xpomocomHbIU) non ocobu,

- AUArHOCTUPOBATb XPOMOCOMHbIE
6onesHu,

- npumeHsetca 8 MK B uenax
NnpeHAaTanbHOU AUGrHOCTUKU
XPOMOCOMHLIX 6onesHeu

MATEPNATIOM ans
UCCNeAOBaHUU CNYXaT
KNeTKU U3 pasHbLIX TKaHeW:
- NUM@POLUTLL
nepucpepuyeckou Kposu, -
KNeTKU KOCTHOrO mosra, -
pubpobnacTer KOXu,
KNneTku onyxoneu u
3M6PUOHANBHBIX TKaHEeW



LIMTOrEHETUYECKNA
METOA

STATIbI X XK 38 K o8 g

§ K3 A
1. KynbTusuposaHue 8}’ “,& K& &% Ka A
KNneToK Yenoseka M AD AA KA MK AD

2. CTUMYSIALUA MUTO30B |
XX kg XX AR

19

3. pobasneHue KonxuuuHa
4. obpaboTka Knertok
5. oKpawusaHue Xpomocom

6. usyyeHue NOA MUKPOCKONOM
7. BbIpesaHue OoTAesNbHLIX XPOMOCOM

8. TlocTtpoeHue
UAUNOTPAMMBI




BUOXMMUYECKUE METO/bI

u3syyeHue aKTUBHOCTU
(PePMEeHTHBLIX CUCTeM

BbIABNALOT
reHHoie myrtauuum

BLISBNAFOT reTepo3smUroTHbIX
HOoCUuTeneu
NAToONOruYeckux reHos




BUOXMMUYECKUE METO/bI

(peHUNKeTOHYpUs

3aboneeaHue yallle BCTpeuaeTcs B ceBepHLIX eBpOMeucKux cTpaHax - uyactota 1:10000, B

Poccuu- 1:8-10000

Y pebeHka OTCyTCTBYET (pepMeHT,
KOTOpLIW paclyennseT aMUHOKUCNOTY
(PeHUNANAHUH, BXOAALLYHO B COCTAB
6onbwuHcTBa 6enkoBbIX NpoaykTos. He
paclwennsaacb, 3Ta AMUHOKUCNOTA U ee
npoussoAHbIe HaKannuBaeTcs B
opraHusme U k onpeneneHHOMy
MOMEHTY CTAQHOBATCA KpauiHe
TOKCUYHBIMU — OHU NOPAXAOT HEepBHYHO
CUCTeMy U B NepByO OYepeab MO3r
mnageHua. Ecnu puHUNKeTOHYpUIO He
neuutb (0cobeHHO Ha paHHUX cTaaUax),
T0 310 NpusoauT B 100% cnyuaes Kk
YMCTBEHHOI OTCTANOCTU pebeHka.

TTapy kanenb KpoBU, B3ATBIX Y MaSbIWG U3
NATOYKU, HAHOCAT Ha cneunanbHbIN 6NaHK-
PUNLTP, GHASIU3 MPOBOAUTCA NyTeM
"WUCCNefOoBAaHUA CyXOro NATHA KpOBWU

http://www.woman.ru/kids/newborns/article/138078/




TTOTTYNALUMOHHO -CTATUCTUYECKUMA
METO

WUCNonb3oBaHMWe 3aKOHa
Xapau-BauHbepra

s .
L .
| | g
Bl -pacnpocrpasenue manspun

Yacrora resa ceprioBHIHO-KIETOYHOR aHeMHH
B OMY/ISIHE YeI0BEKa:

B 110% B 1120%

onpeaensaioT YacToTy
reHos U reHoTUnNos B
nonynauuax nronen




TTOTTYNAUNOHHO -CTATUCTUYECKNA

METO[

Ucnonb3osaHue nonynsaumvoHHO-CTATUCTUYECKOrO MeTOAA BKNkovaeT
npasunbHLIU BLI6Op nonynauuu, cbop marepuana v CTaTUCTUYECKUU aHANU3
NOnNy4eHHBLIX pe3ysnbTAToB.

http://biologyproject11b.blogspot.ru/2011/11/blog-post_3668.html



3AKOH XAPOWN -BAMHBEPT A

ONUCLIBAET B3AUMOOTHOLWEHUS MeXAy YacTOTaMU BCTPeuaemocTu annenev B
UCXOAHOU NONYNALUUU U YACTOTOU MreHOTUNOB, BKNHOUAHOWMX 3TU annenu, B
AOYepHeU nonynaumu

PP+ 2pq+q =1

2 o 2
lne P~ — AONA rOMO3UroT Mo OAHOMY U3 anneneu; ]) — yactoTa 3Toro annens; - —
AONA FOMO3UroT NO aNbTepHATUBHOMY annento; q — 4acToTa coOoTBeTCTBYHOWEro
annensl,'qu — AonAa reteposuror

3akoH Xapau-BauHb6epra sbIinonHsertcsa, koraa
B nNonynaumm:

1) otcyTcTByeT MyTaUMUOHHLIU npoulecc:

2) oTcyTcTeyeT AasneHue otbopa;

3) nonynauua 6eckoHeuyHO BenuKa;

4) nonynauma U3ONUPOBAHA OT APYrUX
nonynaumMm U B Hel UMeeT MeCTO NMAHMUKCUA.




MONEKYNAPHO-LUMNTONEHETUNYECKNE
METO[bI

AGHOT BO3MOXHOCTb
npeoaoneTb orpaHUYeHUs
LIMTOreHeTU4YeCcKoro
MeTOAG

OCHOBY COCTaBNSET MnpoLieAypa
(pnyopecLieHTHOU
rmbpuausaumm in situ (FISH)




MONEKYNAPHO-LUMTOIMEHETUYECKHE
METOIbI HNCCNEONOBAHWA

« BJIYOPECLIEHTHAA IN SITU TUBPUOUN3ALING (FISH)

« METAZA3HAS CPABHUTENbHAS FTEHOMHAS
FMMBPUON3ALMS (CGH)

/

MonekynsapHoe KapuoTUnmUposaHue

« CPABHATEINbHASA TEHOMHASA TMBPUON3ALINA HA
MUKPOYUTTAX (array-CGH)




AR KKK XXX XRRK

HopMa MOHOCOMMUS Tpucomums

C6anaHcuposaHHas  HecbanaHcuposaHHas

@ @ @ TpaHciokaums TpaHcoKkaums
fluorescent in situ hybridization

x x nn xx - npurotosneHue OHK-30oHaoB,

Hopwa neneuys TpUCOMMS npeacTasnarowmx cobou

onpepeneHHbIe NO
HYKNeOTUAHOMY COCTaBY
pparmeHTer [JHK, nomeyeHHbIe

FISH -

(PNFOOPOXPOMOM
(qpnroopecumpyrowmia KpacuTteno)

-

N



nTTpeHaTan
aHeynsou

tAduarHocTu

tAuarHocTuk
CUHAPOMOB

nYTOYHeHue uuTo

ipeHTUPUKaUUa ¢
XPOMOCOM

1AUarHOCTUKAG CNOXHBIX KOMMNJIEKCHbIX
XPOMOCOMHbBIX abeppauui




FISH-meTOq
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MHorougeTHLIU 63HAUHI XPOMOCOM

No3BONISeT HenoCpeACTBEeHHO BbIABNATb 4ACTb
BHYTPUXPOMOCOMHBIX MepecTpoeK, OCylieCTBNSS aHANU3 BCero
reHoma Yenioseka B OAHOM 3KCNepumeHTe

http://olgabut08.narod.ru/varfish.htm



MONEKYNIAPHO-TEHETUYECKHE
METO[bI
(AHK-AONATHOCTUKA)

U3syuaetr HenocpeacTeeHHyro nNpuuuHy 3abonesaHus

HANBOJEE ALIEKBATHAA U TOYHAS OUATHOCTUKA

BosmoxHa aaxe 8 Tex
crnyJvasx, Koraa HeussecTeH
reH, OoTBeTCTBEeHHLIU 3a

\ 3abonesaHue

e -



L
Il\ AHK-ONATHOCTHUKA %

Mbpuausaumsa

(L

MeTopa
KNOHUPOBAHUSA
OHK

1\

OnpepeneHue mytauum,
asnaLoweuncs
HenocpeAcTBeHHOU
npuyYuHOU 3abonesaHus

OnpepeneHue XpoMOCOMbI,
HecylieW nospexAeHHbLIN reH
npu cemevHOM aHanuse



[HK
==

PecTpukTasa

o
\ M6puansauma
/ 4

Nurasza
: PecTtpukrasa

PekombuHaHTHanA
O (rmbpungnas) OHK

BekTop




METO[ObI NTEHETUKN COMATHUYECKHX
KNETOK

AQHOT BO3MOXHOCTb
U3y4yaTb MHOrMe BOMPOCHI
reHeTUKU YesioBeka B

A

3ap0AbILLI Ha CTa.D.MM g;. 3ap0[:lblu.l Ha cTagum

8 6nacTomepos 8 6nactomepoB

Arperauusi, obpasyeTcs
16 KNEeToYHbIN 3apoabiLL

3apogbilum Ha ctagum GnacTynbl
Q BBOAAT B MaTKy NPUEMHO MaTepu
r,ue OHW NPOACIKAKT pa3BUBaTHCA

@."‘}

OKpaCKa nonocaras unu NATHUCTaA, TaK Kak TKaHW Mbillen MO3anyHbl

UCNONb3yHOTCA
KyJIbTYpbI KNeTok



MMbpuamnsauma comaTUyeckux KneTok - 3TO OAUH U3 CPABHUTESIbHO
MONOALIX U 3(PPEKTUBHBIX MeTOAOB OonpeAesieHUs NIOKanM3auum reHos
B XPOMOCOMAX 3YKAQpPUOT.

B 1965 roay aHrnuiickui yuyeHbru . Xappuc Bnepsblie nony4vmn
reTepoKapuoHbI, 06pa3oBaHHLIE KMNEeTKAMU MLIWU U YesnoBeKa

reTepOKapUoH rmbpuaHbIe KNOHbLI

17+
p— TK1 ven.+
17+
» TK1 ven.+
> 17-
@ TK1 yen.-

Cxema nonyyeHus rMbpUAHLIX KIOHOB “YesioBeK-MBIWbL ' U NOKAIM3aumMmu reHa
TumuanHkuHasbr 1 (TK1).

nepesvBaemMan KNnetka

nar
—_—
CenexTvaHan

<pena

nevkoumT




MmMbpuamnsauma comaTuyeckux KneTtok
XXUBOTHBIX CbIFPAsia BAXHYHO posib B
UCCNeaoBaHUU reHeTUYeCKUxX npoLeccos:
1. mexaHusmoB peakTuBaLUU reHoma

NOKOALLIEUCA KNeTKU;

2. cTeneHu (PeHOTUMNUYECKOro NposBrieHUs
OTAenNbHbLIX reHoB;

3. KNeTouyHoro AeneHus;

4. B KAPTUPOBAHUU FEHOB B XpPOMOCOMAX
Yesioseka;

5. B aHanNU3se NpUYUH 3510KAYeCTBEHHOro

oxaeHna KnetTok.




HEUHBA3WUBHbBIE METOObI

FEHETUYECKOIO AHAJTTN3A YENOBEKA

MeTOoALI JNyYeBOou
AUAGrHOCTUKU, pasfiUYHbIE
BAPUAHTLI TOMOTpagpUU

et '-le‘ B?Ppa B AApe K

S . 2 & e
A IR WL ey -E'

COXPAHAIOTCS
NOrpaHUYHLIE TKAHU U



METOLObI NEPMATOIMMNENKA

U3lyyeHue KOXHBIX
rpebelwkoBbLIX Y30poB U
crubatenbHeIx 60posn

BCMOMOraTesibHbIN MeToA
AUNATrHOCTUKU HEKOTOPbIX
XPOMOCOMHBIX 6onesHeu




INATHOCTUKA

MO KOXHbIM PUCYHKAM NAQOHW

3ABOJIEBAHII ml
3

MO OMIYPAM \\ \
M IHAXAM NAZOHM '
*3 TONOIP AWM
a

NAROMHLMX

At

(REEE AN P

. . .' \."‘\ ?
0 AP IAA TOF A SIcE
NASRLULE

MPAKTUYECKASR nEP-MATOfﬂW(DMKA

http://rtestorator.ru/bolezn-dauna/6-syndrome/205-priznaki-sindrom
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METOObI TIPEHATAIbHOM

ANATHOCTUKH

AMHUOLeHTe3

/ XugKocTb

Buoncusa sopcuH
XOpUOHa

Y3 -auarHocTuka



aMHMOTUYeCKast
KMOIKOCTD

CirynieHHBI
SIIUTEIINN

IJTaLleHTHI)
buoxmmvuueckoe © o
VCCITeIOBaHME

KyssTuBUpOBaHVie KJIeTOK

[TostocTe amHMOHA ﬂ w‘)

LInToreHeTnueckoe
VICCIIEeIOBAHIE

AT
6 gy (@
N A

Kapuotunuposanue Onpenerierne
I1X

AMHIIOLIEHTe3 11 OMOIICHS IUIALIeHThL: @ — IToJIyYeHVe aMHVIOTIYeCKO
KMAKOCTYU C KJIeTKaMy 3MOpuMoOHa (II0/1a) WiIM KJIeTOK IIJIalleHThl;
6 — viccrrenoBaHME MaTepUaia OMOXMMIMYECKVIMI Y [INTOT€HEeTMYeCKIMU
MeTOaMM

http://www.biospsma.spb.ru/SZGMU_SITE/M_Geneti
cs/Cytogenetic_method_for_the_study_of_human_he
redity.html




. [eHHbIe U XpomocomHeie
6one3Hu vYenoseka




Peanusauua HacneactseHHOU
UHOpMaLUMU

-

FEHOTUTT

HACNEONCTBEHHBLIE BOJNE3HA

MYJIbTUEAKTOPUATIbHDIE
3ABOJIEBAHNMA

\ (6one3Hu ¢ HacneACTBEHHLIM
\ npeApacnonoxeHuem)



HACNELOCTBEHHbLIE
BONE3HU

eHHbIEe (MeHAenesckue)

XpomocomHsbre 6onesHu
6onesHu

MynbTUgpaxkTopuanbHsie
6onesHu

bonesHu ¢ HeTpaAULIMOHHBIM
TUNOM HAcnNeaoBaHUS

FeHeTUveckue 6onesHuU
COMATUYECKUX KNeToK

-— Y —

QY TOUMMYHHbIE
HosoobpasoBaHus cTapeHue

6ones3Hu



["eHHbIe
(meHaenesckue) 6onesHu

v

MOHOreHHO obycnoeneHHbIe NATONOrUYecKue
COCTOsIHUA, Hacneayemeie B COOTBETCTBUU C
3akoHamu MeHaens —
/ remornobuHonartum
3H3IMUMonaTum

KonnareHossie 6onesHu

reHHboie 6onesHu ¢
HeBLIACHEHHLIM MepBUYHLIM
6uoxummUYecKUM AeqeKTomM




["eHHbIe myTauum

KonuyecTteeHHbIe usmeHeHUs
conepXaHus HOpMAsbHOro
6enka B KneTtke

+ +

MyTaumm CTPYKTYpPHBIX MyTaumm PYHKLUOHANBHBIX
reHos reHos

PeHoTUNUYECKU - (pepmMeHTonaTuu

MW -y

KaJyecTBeHHbIe u3smeHeHusa
6enkoBbIX mosiekysn




T ; Ove=nevorozhdennogo/material/fenilketonuriya_u_rebenka-2173.html

tp:/A ess ija-fku-prichiny-simptomy-diagnostika.html
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AnvbuHusm (1:5000 ao 1:25000).

BUGAGARU
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http://myreptile.ru/foru ?topic=3475.0



XpomocomHeIe 6onesHw

BrIsbiBarotca usmeHeHuamu yucna (reHomMHbolie myTauum)
Unu CcTpykTypsl (XpoMOCOMHbIe abeppaLmm) Xpomocom

- MNPUBHOCATCA B 3UrOTYy C FrGMeTOU OAHOro
U3 poautesnien Npu ONNOAOTBOPeHUU

- MOTYyT BO3HUKAGTb Ha Pa3HbIX 3Tanax

- XapaKTepusyroTCa PaHHUM U MHOXeCTBEHHLIM
nopaxeHUem pasfUYHLIX CUCTEM OpraHoB

- OKOHYATeNIbHbIW AUATrHO3 yctaHassimBaeTCAa
umToreHeTudYeCKMMmM metToaamuv

Haubonee 4vacto y yenoseka

BCTpe4arotca Tpucomum no 13-u,
M—ﬁ nape XpOMOCOM.



XPOMOCOMHDBIE BOJIE3HA

MPYTITTbI

YACTOTA XPOMOCOMHBIX
AHOMANWIA

PaHHUe aouvMNNaHTAaUUNOHHbBIEe
notepu

okono 50%

CNOHTAHHbIE BbLIKUALIWW

B cpeaHem okono 30%

MnapaeHyeckaas U aeTcKkas
CMepTHOCTb

5-7%

BpoxaeHHbIie nopoku passutus

4-8%

BpoxaeHHbIe nopoku cepaua

13%

YMcTBEHHAa OTCTAnocCTb
cpeAHeu U TAXenOU cTeneHu

15-20%

Myxckoe 6ecnnoauve

2%

TTpusbiuHOe HesbIHAlWMBAHWE
6epemeHHOCTU

2-5%




KNACCUZNKALIMS XPOMOCOMHBIX
BONE3HEN

JTuonorus -

xapaknmepuchmka nmna mynayum

TUN KNeToK, B KOTOPLIX BO3HUKMAG MyTaLUUS -
ramemmyeckue

comanvyeckue

TTokoneHue, B KOTOPOM BO3HUKIG MYTALMUA -
yHacslie4oBaHHbI e

cnopaaundeckue cnydam (de novo)

ey



PeHoTUNUYECKUue NpossrieHUs
XPOMOCOMHbBIX 6onesHewn

1. HapyweHue 6nacrtoreHesa ¢ aHOMANbHOU UMNNAGHTaLUeu
UNU C HeBO3MOXHOCTbHO UMNNAHTAUMM 6nacToUmUCTLE

2. HapyweHue smbpuoreHesa coO CNOHTAHHLIM MpepLIBAHUEM
6epemeHHOCTU 06bI4HO B I TpumecTpe 6epemeHHOCTU

3. HapyweHusa sHyTpuyTpobHOro mopgoreHesa, npusoasume K
MepTBOPOXACHUIO UNU paHHeU HeoHaTtasbHou rubenu

4. HapyweHus sHyTpuyTpobHOro mopgoreHesa pasnuyHoOM
cTeneHU TaXecTU Yy XusHecnocobHOro nHaAuBUAyyma

5. MUHUManbLHLIE UNU OTCYTCTBYHOWME (PeHOTUNUYECKUue
nposiBneHus XpomocomHoro aucbanaHca

\



CUHOPOM TIATAY (TPUCOMUS 13)

nonynsauumoHHasa yactora - 1:7800 — 14000

PerynsipHas
rynap TpaHcnokauuoHHas
ol *“’"}f’*’ TIRT chopma Tpucomum
%Lj A ie g %




CuHapom Tlaray
Hetu ¢ cuHapomom TTatay %usyT Heponro.

Z=
s 1

//vmede.org/sait/?page=7&id=Genetika_klin_bo4kov_2011&n

167



OCHOBHbIE
SEHOTUTTUYHECKHNE
TTPOSBNEHNS

Mukpouegpanusa, paclienmHbL
BepxHeuU ry6br U Heba, HU3KO
NOCaxXeHHbIEe AePOpMUPOBAHHbIE
YWHbIE PAKOBUHBLI, MUKPOreHUs,
rMNOTeNnopmusm, AUCNNAa3ma
CeTYaTKU, NONUAGKTUNUA,
nonepeYyHas NGAOHHAA CKNAAKA.

MHoxecTBeHHbIE NOPOKU BHYTPEHHUX OpraHoB

(BTTC - pegekTbl neperopoAOK U KPYNHLIX COCYAOB,
He3aBepleHHBLIW NOBOPOT KULeYHUKa,

NONMMUKUCTO3 NoYeK, yABOeHUEe MOYeTOYHUKA).
Fny6okaa namnotua. TTpoaonkutenbHOCTb XU3HU




CuHapom [ayHa (cuHapom tpucomum 21) —

CaMas 4acrtas popma XpoOMOCOMHOU NATOSNOrUU
y yenoseka: 1:900.

1 - - 4 “ b‘«
? | 19 26 * v 21 2z

‘i http://900igr.net/fotografii/meditsina/Sindrom-Dauna/010-Sindro
m-Dauna.html



TpaHCNOKAUMOHHBIU BapUaHT CuHapoma [HayHa

44+21 xpomocoma

HaxoamnTca Ha
13,14,15,21,22 nape)

A http://baboje.spiagera.ru/5560.html



Yactota cuHapoma [ayHa

Yacrora

1:45

1:1800 11300

s ' I 1
A0 18 /4, 2 30 3% 40 45 49
Bospacr marepu, roan

http://vmede.org/sait/
menu=Genetika_ klin_bo4kov "

id=Genetika_ klin_bo4kov 2004&

1:12

Yactota cuHapoma HayHa
cpeAn HOBOPOXAEHHLIX PaBHA
1:700-1:800, He umeerT
Kakou-nubo spemeHHOM,
3THUYECKOU Unu
reorpapuyeckom pasHULLL Npu
OAVUHAKOBOM BO3pacTe
poauteneu u

U B MeHblleu
mepe OT Bo3pacTta otua (puc.)
C BO3paCTOM CylecTBeHHO
yBesIM4YMBAETCA BEPOATHOCTD
poxaeHus aeten ¢ CUHAPOMOM
HayHa. Tak, y XeHwuH B
BO3pacre

Buicokaa uactota aerteu ¢
cuHapomom [ayHa (oxono
Habnroaaerca y paHo
pPOXArOWMX KeHLUUH



OCHOBHbLIE ZEHOTUTTNYECKHE
TTPOSBNEHNS

TunuuHoe nnockoe nuuo, 6paxuuepanus,
aHomanuu rnas (MOHronouaHsIX paspes rnas),
3MNUKAHT, PAHHAS KATAPAKTA, MUONUA), OTKPLITLIW
pPOT, aHOManuu 3y6oB, KOPOTKUI HOC U MNNoOCKas
nepeHocuua, U3BLITOK KOXU Ha Wee, KOpPOTKue
KOHeYHOCTK, nonepeyHas uveTbIpex-nasnbLesas
NAAOHHAA CKNAGAKA, WUPOKUIA NPOMEXYTOK MexXAay
NepBbIM U BTOPLIM NASbLAMU CTON.

OpPOKU BHYTPEeHHUX OPraHOB: YACTO OTMeuaroTCS
BTTC (negextbr mexxenyaoukosou u
MeXnpeAcepAHOU NeperopofoK, OTKPLITHIW
apTepUanbHLIA NPOTOK) U KesnyAOYHO - KULLIEeYHOTrO
TpakTa BonbWUHCTBO 60NbHBIX UMeeT yMmepeHHYHO
WA _TAXenyro cTeneHb YMCTBEHHOU OTCTANoCTU




llepewesckoro-TepHepa

(45 xpomocom = 4

(7 Ha 10000 HoBc
LeBOoYeK)
$eHOTUN XEHCKUI.
ManeHbKUU pPOCT, KC
BOpOHKOObpasHas rp
BCeACTBME HeA0pass
cnaboe passuTUE NOSIOBLI
50% 60nbHBIX YMCTBEHHO OTC
MoryT 6bITb NOPOKU pa3BUTUS
BHYTpPeHHUX OpraHoB.




M Lllepewesckoro-TepHepa

VUEATTIIAMAIN W http://vmede.org/sait/?page=7&id=Genetika_klin_bo4kov_2011&

\\ \\\\\\\\\\\\\\\\\\ 77777777777 menu=Genetika_klin_bo4kov_2011




Tpucomua-X. Kapuotun 47 (XXX).

TTpu Takom xpomocomHoMm
KOMMNeKce poXaaerca AeBOuYKa,
Jyactota cuHapoma 1:1000.

PeHoTUNUYECKUe NpossrieHUs
pasHOO6pa3HeLI.

.



CuHapom Knaw-lcpeanepa

OnucaH 8 1942 r., y MyX4uH
B SAPAX KNeToK 3nuTenus
CNU3UCTOU 060N0YKU NONOCTU
pTa obHapyxeHO TenblLie
bappa.

B kapuotune 47 xpomocom
(44+XXY). Yactota 60nbHLIX
¢ cuHapomom KnavHpenbTtepa
Konebnerca 8 npegenax
2-2,5 Ha 1000

HOBOpPOXAEHHbIX MaJibMUKOoB

\ http://www.jonathanrios.com.ar/fbapps/sanmartindigital/klinefelter




CuHapom KnauHgpenbTepa

XapakTepeH BLICOKUIA pOCT, AJIUHHbIE
KOHEeYHOCTU, eBHYXOUAU3M, HapyLUeHHBIN
cnepmaTtoreHes u becnnoave, rMHeKomacTus,
nosbIlWeHHoe BbIAesieHUe XeHCKUX FOPMOHOB,
CKNOHHOCTb K OXUPEHUHO.

NuwHaa xpomocoma X obycnosnueaer
pasHoo6pasHbIe HapylieHUs NCUXUKU, CHUXeHUue
UHTenneKTa.

MHorpa HabnroaaetTca aHTUcouuanbHoe
noseaeHue U aNKOronusm.

CTeneHb TAXeCTU CUMNTOMOB NMPOMOPLUOHASIbLHG
uyucny Aob6aBOYHLIX X-XPOMOCOM.

http://medbe.ru/materials/endokrinnye-




WHAPOM «KOLIAYbEro KpUKa»,
19 KOpPOTKOro nneya 5-ou Xpomocomer,
3CTpeYaemMocCTb

Pe6eHOK C BLIPAKEHHEIMU MPUIHAKAMU CUHApOMa [ E0CHOK C MAsOBLIPAXEHHEIMU MPUIHAKAMM
ubero Kpuka» (MuKkpouepanus, CUHApOMa «Kollia4bero Kpuka>

\\\\\\\\\‘\

\\\\\\\\\\\\\ '\\\\\\M 3|'MKOH runepTenopmM,
| \\\\\\\\\\\\\\\ \\\\\\\ \\\\\\ \\\ iy htp: /lvmede.org/sait/?page=7&id=Genetika_klin_bo4kov_2011&
N enetika_klin_bo4kov_2011

Y




Juvua y na

CUHAPOMOM
KpUKa B BO3p

a) 8 mec.,

b) 2 roaa,

c) 4 roaa,

d) 9 ner

%\\\\‘ Bilitu. wikipedia.org/wikil%D0%A1%D0%B8%D0%BD%
DO%BE%DO%BC_%DO%BA%DO%BE%D
1%88%DO%E -\u\\‘\;\‘\\\\\,‘,\.‘-\\ 0%B5%D0%B3%D0%B
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CUMIbHOU CTeneHu.

OCHOBHbIE
SEHOTUTTUYHECKHNE
TTPOSBNEHNS

Heobb1uyHbIW KpuK unu nnav,
HANOMUHAOWUU MAYKAHbE
KOWKU, mMukpouepanus,
QHTUMOHIONOUAHLIU paspes
rnas, nyHoobpasHoe nuuo,
rmnepTenopmusm, LWMPOKas
nepeHocuua, HU3KO
NnocaxeHHbIe AeOPMUPOBAHHbIE
YWHbIE PAKOBUHLL.

Ha napoHax umeetcsa
nonepeyvHas CKNAAKa, Takxe
XAapaKkTepHa CUHAGKTUNUA.
YmMmcTBeHHaa oTcTanocTb




CuHapom SaBapaca (tpucomumsa 18)
BcTpeyaetca 1:4500 - 1:6500

http://bratsk.org/report/show/8280.html

http://vmede.org/sait/?page=7&id=Genetika_klin_bod4kov_2011&
menu=Genetika_klin_bo4kov_2011



CuHapom SaBapaca

45(18+)

Tpucomuu no 18-u nape (cuapom
dABaApACA) BCTPeYaroTca ¢ YacTOTOM
1:7000

cpeau XuBbIX mMnageHues. [na pereu
XapaKTepHO npeHatasibHoe
HeAoOpassUTUE, NMOPOKU KOCTHOM

CUCTeMbI, NOPOKU CepaLla, OTKNOHeHUA B
AepMaTornumgpuyeckom pucyHke. 90%
AeTeu YMUPAIOT Ha NepBOM roay XuUsHU

http://goodhealthhub.com/edwards-syndrome/




4. Mepuko-reHeTtuyeckoe
KOHCYNbTUpoBaHUe. [eHeTUYeckue
acnekTbl 6paka. EBreHuka.




Meauko-reHeTuYyeckoe KOHCYsnbTUpOBaHUE

- OTpPACSIb NPOPUNAKTUYECKOU MeAULIUHEL,
rNAagHOU UesibFO KOTOPOU aBnseTcs

npeaynpexaeHue poxaeHus aeteu C
HacneaACTBEeHHOU NaTonormvewu.
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MEOUKO-TEHETNYECKOE
KOHCYJNIbTUPOBAHUE

LIENb: ycraHoBneHue cTeneHu reHeTUYeCKOro pucka B
obcnenyemou cembe U pasbacHeHue Cynpyram B
AOCTYNHOU (POpMe MeAUKO-reHeTUYeCcKoro 3aknroveHus.

3ALNAYA: cocTasneHue reHeTUYecKoro NporHosa B cembe C
aHOMasInen PU3UYeCKoro, Ncuxmveckoro nmbo nonoesoro
passuTUs U BLIGOP NPOPUNAKTUYECKUX MeponpUaTUU NO

npeaynpexaeHUro poxaeHua 6onbHoro pebeHka.




MEOUNKO-TEHETNYECKOE
KOHCYJIbTUPOBAHUE

TpyAHOCTU

Bmewarenscteo 8
CeMeuHyo TauHy

HeobxoaumocTb ctepunusaumm
WNU UCKYCCTBEHHOrO
ONNOAOTBOPEeHUA NpU BbLICOKOM
cTeneHU reHeTUYeCKOro puUcka

OTBeTCcTBEHHOCTb
Bpa4ya-reHeTUKa 3a
Aavy coseTta




TepmuH esreHuka (rp. etigenes - xopowwuu poa)
snepsbie npeanoxun *. anbtoH B 1869 r. B
KHUre «HacneAcTBEHHOCTb TANAGHTA»:

«MbI onpenensem 310 cnoso Ans 0603HaYeHUs Hayku, KOTopas Hu
B KOeMm cinyyae He OrpaHUYMBAGETCA BOMPOCOM O MPABUIIbLHOM
CNApUBAHUU U O 6paYHLIX 3aKOHAX, HO, rnasHbIM obpasom no
OTHOLWEHUIO K YesoBeKy, U3lyudaeT BCe BIIUSHUA, KOTOpbIe
ynyulwaroT pacy, U 3TU BAUSHUA CTPEMUTCA YCUNUTb, @ TaKXe BCe
BNUAHUA, yXyAWarowme pacy, U ux ctpemmutcs ocnabutb».

EsreHuka-Hayka 0 HacrneacTBeHHOM
3A0pOBbe YesioBeKa U O BO3MOXHBIX
MeTOAAaX aKTUBHOIO BIIUSHUA HA ero
3BONHOLUIO.

Llenb eBreHUKU - coeeplieHCTBOBAHUE
NpUpOALL YerioBeKa.

http://ns-rus.com/evgenika-vcera-segodnj-zavtra/




B NepmaHuu esreHuuveckoe asuxeHue
(POPMUPOBASIOCE KAK PeaKLMOHHOe Hanpaanel-lue
«pacoBOU rUrUEHLI» . =

HauuHaa ¢ 1933r., oHa 6bIna B3aTA Ha
BOOpYXeHue HaUuUCTaMU KaK TeopeTuyeckoe
«0b0CcHOBAHUE» YenoBeKoOHeHAaBUCTHUYECKOU
NONUTUKU FeHoLuuAaa.

\



