MEOVLUWNHCKAA NTEHETUKA

TnmunpbaeBa MpnHa AHaATONMbEBHA,
yuntens ouonornum MAQOY «AHrapckum nmuen Nely,
r. AHrapck,pkyTckasi obnacTtb



MeaounumHcKasa reHeTHKa,
pa3gen reHeTUKM YenoBeKa,
n3y4vyaroLinn HacneacTBeHHbIe
3aboneBaHund, MeToabl UX
npegynpexaeHnda, AnarHoCTUKN
N Ne4vyeHuns.



OCHOBHOW NPUYNHOUN NOABIIEHUA

HacneacTBeHHbIX 3aboneBaHUN ABNAIOTCSA
MyTaLUMn.

MyTauum — 3TO BHe3anHble U YCTONYUBbIE
n3MeHeHns reHoTUNa, BO3HUKaroLwue nog
BNMAHUeM pakTopoB BHeLUHEN U BHYTPEHHEN
cpeAabl.




MyTareHHble (paKToOpbil:

Punsnyeckne — Hanpumep, Temnepartypa,
paguauus

XuMnyeckue — Hanpmmep, necTuLunAabl,
TSXKenble MmeTannbl U 4p.

Buonoruyeckune - Hanpumep, BUpycChl

. TS 4
‘? e S . - =
. — i
'_ e «1.,



[1o N3MeHeHnIo reHeTU4YeCcKoro matepumana
MyTauuu ObLIBaKOT:

1) reHOMHble — N3MeHeHUue Yncria XpoMOCOM;

2) XPOMOCOMHbI€ —M3MEHEHUE CTPYKTYpPbI
XPOMOCOM;

3) reHHble — nsmeHeHue cTpykrypbl JHK Ha
YPOBHEe reHa.




Bce HacneacTteBeHHble D0one3Hu
OENsTCA Ha TPWU rpynnbi:

1.'eHHble (MOHOreHHble — B
OCHOBEe nartonorMy ogHa napa
annenbHbIX reHOoB)

2. XPOMOCOMHbIE

3.bone3Hn c HacneaocTBeHHOU
npenpacnoroXeHHOCTbIo



[eHHble Bone3Hn — 3To rpynna 3abdboneBaHnu,
BO3HUKaOLWMX B pedynbrarte nospexaeHnn JHK
Ha YPOBHE reHa.

[€eHHble MyTaLUun MOTYT NMPUBOAUT:

1) K CMHTE3y aHOMarbHOro bernka;

2) K CHMXKEHUIO KONTMYECTBA CUHTE3UPYEMOIO
bernka;

3) K YBENUYEHMIO KONTIMYECTBA CUHTE3NUPYEMOTIO
bernka;

3) K OTCYTCTBUIO CUHTE3a Denka.
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‘ 'VL\
K reHHbIM 60f1Ie3HAM Yy YerioBeka OTHOCSTCS
bonesHn obmeHa BewlectB. OHM MOTYyT ObITb
} ' CBSAI3aHbl C HApyLUeHMEM OOMeHa YrieBoaos,
S | NMNnOoB, aMUHOKUCIIOT 1 Ap.
||| Hanbonee 4acTo BCTpevatoTcs
#| HacnencTBeHHbIe 60NEe3HN aMUHOKUCIIOTHOTO
obmeHa.
\ [TpnymHbI 3aboneBaHnn — HEOOCTAaTOYHOCTb
| TOro U NHoro pepmMmeHTa, OTBETCTBEHHOIO 334
| CMHTE3 aMMHOKMCIOT.

[TpmepomM HacneacTBeHHbIX boe3Hemn
aMMWHOKUCITOTHOro 0bMeHa MOryT CInyXXuTb
deHunketoHypusa (PKY) n ansonHmnam.



PeHunketoHypusa (PKY).

Y BOsbHbIX HapyLLEHO NpeBpaLleHne
aMWHOKUCIIOTbl doeHnnanaHnHa B TUPO3WH
N3-3a PE3KOro CHMXEHNA aKTUBHOCTHU
depmeHTa peHmnnanaHnHrngpoKkcmnasol.
®KY B 3anyuwieHHOW popme npwu
OTCYTCTBUN HEODXOAMMOIO JIEYEHUS
NPMBOAUT K TSXKeNbiM dpopMam
YMCTBEHHOMN OTCTaNnocTun, AeTH
CTaHOBATCS NCUXNYECKUMMN UHBANUOAMM.
BonbLWWHCTBO OOMbHbLIX ONMOHAWHBLI CO
CBET/ION KOXeW 1 ronyobiMu rnasamm, 4To

Puc. bonbHou

eHunkeToHypuen. Cnabas onpeagendeTcd Hegocrtartoy4HbIM CUHTE30OM
nMrmveHTauna KoxXum, BOJ10C,

pagy>XHon 000NoYKM rnas; MMrMeHTa MeraHnHa.

yMEpEHHast CTEMeHb B cpegHeM B Mupe 4acTtoTa

onuroppeHun.

BcTpevyaemocTn 1:1000 HoBOpPOXKAEHHbIX.



AHanmnabl KpoBn Ha OKY OomkHbl NpoBOANTLCA Y
BCEX HOBOPOXOEHHbIX eLle B poaunbHbIX JOMaxX.

JleveHne ocHoBaHO B OCHOBHOM Ha guetotepanuu. C
NepBOro Mecsua >XM3HU U Ha NPOTSXKEHUN KaK MUHUMYM

10 net Heobxogmmo cobnogaTtbe ANETY C NOHUKEHHbLIM
cogepXaHuem eHunnanaHuHa B nuLLe.



AnbOouHunam. bornesHb
obycrioBneHa OoTCyTCTBUEM
CUHTEe3a pepMeHTa
TUPO3NHA3bI.

[na Taknx nogen xapaktepHa
obecLUBEeYEHHOCTb KOXMU,
BOJ1OC, CBETODOA3HD,
CHWXeHue 3peHund. Mimeetcs
npeapacnosio)XeHHOCTb K
3rOKa4YeCTBEHHbIM
HOBOOOPAa30BaHUAM.
UacToTa BCcTpe4yaemMocTu
1:39000 HOBOPOXAEHHDIX.




[To TNy HacrnegoBaHUA reHHbIe
bone3Hn aenarcsa Ha:

) AYyTOCOMHO-OOMWHAHTHbIE
2) AYyTOCOMHO-peLEeCCUBHbIE

3) CuenneHHble ¢ X- nnn Y-
XPOMOCOMaMM.




BbissBUTb HacrieacTBEHHbIM XapakTep 3aborieBaHus, u
onpenennTb TUM HacnegoBaHUA MOXHO C MOMOLLbIO
reHeanorm4eckoro Mmetoga - Metoga nocTpoeHus
POAOCIIOBHbIX.

[ eHeanorm4eckMm MeToq OTHOCUTCA K YMCITY OCHOBHbIX
METO0B reHEeTUKN YernoBeKa U NEXXUT B OCHOBE
MeONKO-reHeTUYECKOro KOHCYNbTUPOBaHUA.

[ eHeanorm4eckMn MeTo BKIOYaeT Tpu aTana:

1) cbop AaHHbIX 060 BCEX POACTBEHHUKAX
obcrnenyemoro (aHaMmHe3);

2) coCTaBlneHne poaoCNOBHbIX;

3) reHeanorn4eckmn aHanums pO,EI,OCJ'IOBHbIX




[1na noCcTpoeHnsa poaoCnoBHbIX MPUMEHAKOTCH YCIOBHbIE
0003Ha4YeHuns.

OcHoBOW pogoCcnNoBHOW ABnAeTcs NpobaHad - NMLO, C KOTOPOro Ha4YMHaEeTCH
nccrnegoBaHUe CeEMbU.



AyTOCOMHO-OOMWHAHTHLIN TUMN HacnegoBaHUA

OcobeHHOCTN HacnegoBaHUA:

1) BOsribHbIE BCTPEYAIOTCS B KaXXO0M
NMOKOSIEHNU;

2) OoNerT Kak MY>XYMHbI, TakK U1
XXEHLMHBbI;

3) Y 300poBbIX pognTenen poxaarTcs
300POBbLIE OETW.

[To ayTOCOMHO-AOMWUHAHTHOMY TUMY
HacneayeTcs NonMaakTUunms,
axoHgponnasug v ap.
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AyTOCOMHO-peLecCCMBHbIU TUMN HacnegoBaHUSA

OcobeHHOCTN HacnegoBaHUS:

1) 60nbHbIE BCTPEYAIOTCS HE B KaXKA0OM
NOKOSTIEHUU;

2) 60Mer0T Kak MY>XKYMHbI, TaK U XXEHLLNHbI;
3) Y 300poBbIX poauTenen moryT
poXxaaTbcsl O0fbHbIE OETHU;

4) BeposATHOCTb poXaeHnst 60nbHbIX AeTEN

BbllLe B ONIN3KOPOACTBEHHbIX Bpakax.
PopocnoBHasi cembu €

ANL6MHNIMOM [To ayTOCOMHO-pEeLIECCMBHOMY TUMY HaCNeayTCs
dbeHnnKeToHypus, anbbuHNM3am, MykoBucLeaos v ap.
AnbOUHN3M MyKoBMCLMAO3

wd

[etn ¢ MykoBMCLMAOO30M CTpagdaloT OT 3aCTOMHbLIX ABIIEHUA
B JIEMKMX W WUCMbITbIBAOT MNpobriembl € AbixaHnem. Kak
npaBuno OHM yMUparT B Bo3pacTte Ao 36 net




X- cuensieHHbIN peuecCUMBHbLIU TUMN HacneOoBaHUA.

Buxropus (B8
B AHITWMK =

o Bl rowodunec l OcoBeHHOCTU HacneaoBaHUS:
‘)Komuma « HOCHTENL

il 1) 0O0netoT B OCHOBHOM MY>XX4YUHbI, a
YXEHLUNHbI HOCUTENbHULbI;

2) Yy 300pOBbIX poanTenen MoryT

B @ - poXaaTbcsl 60fibHbIE OETHU;
Mpun Anmcaunpa Huxonait |l Anuca Buxtopua-| Ansdowco XIl Mopuc ~

Eorown | © Vcnawm 3) poxaeHve 6051bHON AEeBOYKU

S S BO3MOXHO ecnu oTeL boneH, a
Bonuaouap  Fenpw . MaTb HOCUTENbHULA;

8 Npycown B Npyccun 8 Vichanum

[eHeanornyeckoe ApeBo Koponesckon ceMbu. 4) BEPOATHOCTb POXAEHUS BONbHbIX
NeTen Bbille B

[emounus - nnoxas Br3KOPOACTBEHHbIX Bpakax.
CBEPTHLIBAEMOCTb KPOBM.

[1lo aTOMY TUNY HacneQyrTCA
reMmoqununa, oansTOHU3M.



X-cuenneHHbIX AOMUHAHTHbLIN TUN Hacriea4oBaHUSA

OcobeHHOCTU HacnegoBaHUS:

1) BonbHbIE BCTPEYAKOTCA B KaXXAOM NMOKOSIEHNMU;

2) 6onetoT Kak MY>XYMHbI, TaK U XXEHLMHbI, HO XXEHLLWHbI Yalle;
3) Y 300poBbLIX poanTenen poXxaarTca 340POBLIE OAETW.

-
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[Tpumepom Takoro 3aboneBaHus ABNseTCAa ocobasd dopma
paxuTa, ycTtondmsaga K fie4eHnto ButTammHom D.



lonaHgpuyeckum TMn HacregoBaHUA
(cuenneHHbIX ¢ Y- XpOMOCOMOM)

OcobeHHOCTN HacnegoBaHUSA:

1) 6onbHbIE BO BCEX MOKONEHUSIX;

2) 60netT TONbKO MYX4YUHbI;

3) y 6osibHOro oTua 605bHLI BCE €ro CbIHOBbS;

4) BepodaTHOCTb HacnegosaHuda y mansdnkoB 100%.

[MnepTpnxos

Tak HacnenyTcs HEKOTopble OPMbI UXTUO3a, TMNEPTPUXO3 (OBONTOCEHEHUNE
YLLIHbIX PAKOBWH), KOXKHbI€ MEPENOHKM MeXay narnbLamMm HOr.
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[Tpn nevyeHnmn HacneacTBeHHbIX 3abofieBaHNN BO3MOXXHO
B Oyayuiem adpdpekTnBHa reHoTepanus.

eHOTepanusa — 3T0 MeTo A1 NCrpaBfieHUs
nedeKkTHOro reHa, OTBETCTBEHHOIO 3a pa3BUTNE
3aboneBaHus.

[1ns ncnpaBneHna gedeKTHOro reHa MoryT ObITb
MCMNONb30BaHbl pa3Hble Noaxoabl.

Hanbonee 4acTto B 14p0 BBOAUTCSH HOpMaribHbIW reH 6e3
cneunduyeckon nokanusauun ansg sameLlleHud
OEMEKTHOrO reHa .




FTEHOTEPANNA MYKOBUCLMUOO3A

MykoBucUuMAao3 - TaXxernoe
HacnencTBeHHOe 3aboneBaHne Ierkmx.
[1lposBneHne OedEKTHOro reHa —
nHeBMOHUA. [lopakatloTca Bce
anuTenuarnbHble KNETKN.
HenoBpeXxaeHHY Konuo "reHa
3aboneBaHna", BKITIOYEHHYIO B
ageHOBUPYCHbLIN BEKTOP UMK NIUMOCOMY,
BBOAAT B popMe al3p0o30/id B
OblXaTesribHbIe MyTN DOMNLHOIO.

OpgHaKko ypOBEHb 3KCMpeccun reHa
MYKOBMUCLMO03a NOKaA OCTAEeTCs OYEHb

HU3KUM ONA OOCTUXKEHUS
TepaneBTUYeckoro agodpekTra.




XpoMOCOMHbLIe 60re3Hn YyenoBeka

XpoMOoCOMHble DonesHn YyernoBeka

O6yCJ'IOBJ'IeHI:>I [€eHOMHbIMIN NJTN XPOMOCOMHbIMIA
MYyTauUAMN.

XPOMOCOMHbIE O0S1€3HN BO3HUKAKOT B

pe3ynsrate MyTauun B NMOMNOBbLIX KNeTkax ogHoro
N3 poauTenen.

N3BecTHO b6oniee 800 XpOMOCOMHbIX CUHOPOMOB.
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bone3Hn YenoBeka cBsA3aHHblE C FTEHOMHbIMU
MYyTauUAMN.
[ €@HOMHbIE MyTaunn - USMeHeHne 4Ynciia XxpoMoCOM.

bonesHun yenoBeka cBA3aHHbIE C UIBMEHEHNEM YMCNa
XPOMOCOM OOYCNOBSIEHbI:
1) HapyweHnem 4ucna oTaernbHbIX ayTOCOM,;

2) yBENMNYEHUEM UNUN YMEHbLLUEHWUEM YMUCNA MOSIOBbLIX X-
Y —XpOMOCOM,;

3) yBENMMYEHUEM YMCNa XPOMOCOM KpaTHOMY
rannongHomMmy Habopy (nonunmongms).
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AHeynnounaua vunuv reteponrionana — N3AMeHeHune
yucna otaenbHbIX Xpomocom(2n+1, 2n+2, 2n -1 u 1.4.).

AHeyI'IJ'IOVI,EI,VIFI BO3HUKAET B pe3yJibrate HepaCXoXOAeHUA
TOMOJ1I0INM4YHbIX XPOMOCOM B MeWnose nUnu CECTPUHCKNX XpOMaTUA B
MUTO3E.

BriepBble aHeynnonanto y Yernoseka obHapyxunm B 1959 r. 310
Tpucomus no 21 XxpoMocome n3BeCcTHada Kak cuHgpom [ayHa.
HepacxoxageHne XxpoMOCOM B MENO3E MOXET 3aTtparmBaTb JHO0OYI0
n3 23 nap Xxpomocom. Y 4yerioBeka onncaHbl TPMCOMUU MO
xpomocomam Ne 8,9,13,14,18,21, X n Y. BOnNbLLUMHCTBO ayTOCMHbIX
TPUCOMUIN NPUBOAUT K rTMbenn opraHmama Ha paHHMX CTaansix
amMbpuroreHesa unm B NepBblie AHW NOCNE POXOEHUS.
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CuHapom JayHa (Tpucomusi no xpomocome 21).

KnnHunyeckne npusHakm cuHgpoma [layHa.
[lonepeyHasa cknagka Ha nNagoHU, HU3KO NOCaXXeHHble
yLun, 00nbLION A3bIK, KPYrnoe rnumuo, arnKaHT,
MOHIOSIOMAHbIN pa3pes rnas,

CKOLLEHHbIN 3aTbINOK, HU3KU POCT U Ap.
YacTtoTa BcTpevaemoctu B nonynauumn 1:600 — 1:800

Kapuotun 47,XX,+21




bone3Hn YyenoBeka, cBAA3aHHble C YMEeHbLUEeHMEM YMchna
oTAesNIbHbIX XpPOMOCOM (MOHOCOMMUMN).

MoHOCOMUN B OCHOBHOM HE COBMECTUMbI C XXU3HbIO, TaK Kak
NpPoOUCXOOUT yTpaTta Lenou rpynnbl cuenneHHbIX reHoB.
EOVMHCTBEHHbIN XKU3HECNOCODHLIN Crly4yan Yy YenoBeka 3To

MOHOCOMMUSA NO X- XpoMmocome (cuHapom LllepelueBckoro-
TepHepa).

SESFY L Cynpom Lepewwescroro-Tepepa, 45 / X0
TR
Sy 2 3 4 3 6 i

18 8¢ &1

10

A8 at b

17 18

bonbHaa X0 | &




NMonunnovaus -yBeJlin4eHmne 4Yncria XpomMmocom

KpaTHOMY ranmnougHomy Habopy.

MNonunnonauns y BbICLLINX XUBOTHbIX U YENOBEKA HECOBMECTUMA C
XKN3HbIO.

B ocHOBHOM nonunnouaHblie 3MOPUMOHbI MOrMBatoT Ha PaHHUX
Cpokax 6epeMeHHOCTU. B eAnHMYHbIX criydasx y HOBOPOXOEHHbIX
C TaKNM KapMOTUMNOM XapaKTePHbl MHOXXECTBEHHbIE MOPOKU
pPa3BUTUS.

HoBopoXxaeHHbIe C KapuoTunamm
69, XXX (BepxHuun psag) n 69,XXY
(HWXHUNY psaa).




NU3BeCcTHLI pegkue criyvyam poxaeHusa geten ¢ TeTpaniongHbIM
XPOMOCOMHbIM Habopowm.

{HRIT

02 Z30 ANsd 5882 s3pp E2l: a8l

YUucTtbin BapuaHT TeTpannomavn y naumeHTa B Bo3pacTte 26 mecsiues.



XpoMOCOMHBbIe 6one3Hu YenoBeka MOryT ObiTb
CBSi3aHbl C UBMEHEHMEM CTPYKTYPbl XPOMOCOM.

BbloensaoT HECKOIbKO TUMOB XPOMOCOMHbIX
nepecTpoex:

Heneuusn — yTepAd HaCTn XpOMOCOMbI.

3

SN Deleted
Genetic
: Matenal

LS. Nationat Library of Medicine



AOynnukaums — yaBoeHne y4acTtka XpOMOCOM.

Duplication

52 } Duplicated
Genetic

3 Material

U S National Library of Meadicine




TpaHcnoKaLmm — NnepeHoc y4yacTka XpOMOCOMb
Ha HErOMOJFOTMYHY0 XPOMOCOMY.

Chromosome
A

Balanced
Translocation

.5, National Library of Medicine



MHBepcua —noBopoT yyacTka Xpomocombl Ha 180.

Paracentric Inversion

Reinserted
Piece of
DNA

2
Y

inversion

Pericentric Inversion

Breaks in s _~Centromere ™ g Reinserted

Chromosome< ; > ab) —» 3 | Piece of

/ : DNA with
inversion Centromere

LIS, National Library of Medicine




CuvHapoMm Kolwaybero Kpuka (cuHapom
aeneuunn 5p)

CvHOPOM KOLLaYybero Kpuka CBdA3aH C YacTU4YHOM
aeneunen KOpoTKOro nreva 5-m XxpomMocombl.
OCHOBHbIE KINMUHUYECKNE MPOSBNEHNSA

cuHgpoma geneunmn Sp (“Kowadbero Kpuka”).
Hun3kas macca Ttena npu poxxgeHun,

nriady, NOXOXMM Ha KPUK KOLLKN, YMCTBEHHAs
OTCTarioCTb, MUKpoLedanua, nornepeyHas ckrnagka
Ha nagoHun u ap.

Uem Oonblue geneuns, TeM TshKenee CTerneHb
MUKpouedannm, yMcTBEHHOW OTCTalioOCTU U
npeHartanbHON rnmnoTpodun.

CuHOPOM KOoLLaYybero Kpuka gmarHoctmpyercs y
okosio 1% nuy, ¢ yMCTBEHHOU OTCTasIOCThbIO,
KOTOPbIE HAaXOOATCS B cneyuanm3npoBaHHbIX
yupexgeHusx.




LiluToreHeTnyeckun meton

LinToreHeTn4ecknin MeTo UCnomnb3yoT AN U3yYeHUs1 HopManbHOro KapuoTtuna
YyerioBeka, a Takxe rnpu guarHocTuke HacneacTBEeHHbIX 3aboneBaHui,
CBSI3aHHbIX C FEHOMHbBIMU U XPOMOCOMHbLIMWU MYyTaLUAMM.

KapunoTunbl nay4aroT B AeNsLWMXCA KNeTKkax Ha ctaann metadasbl.
B nepunog geneHuns KNeTok Ha ctagmn metadasbl XpOMOCOMbI UMEKOT Dornee

YETKYH CTPYKTYPY U AOCTYMHbI AN N3y4YeHus. S

Middle layer
{25-30 nm)

MeTtadasHasa nnacTuHka CTtpoeHne metadasHON XPOMOCOMBbI



Ons n3y4yeHns kapnoTuna YyenoBeka 0ObI4YHO UCMOMb3YIOT NENKOLUTHI
nepudepunyeckon KpoBM YernoBeKka, KOTopble NMOMELLIAIT B cneLumanbHyo
nUTaTenNbHYI Cpeay, rae OHW OenaTca. 3aTeM roToBAT XPOMOCOMHbIE
npenapaTtbl 1 aHaNU3NPYIOT YUCIO U CTPOEHNE XPOMOCOM.

Packnagka xpoMocoM YeroBeka,
nocrne pyTUHHOW OKpacKu Npynna A (11- 8,3 mkm) — 1 n 3 —6onbLuve

METaLEHTPUKN, 2- BonbLuas
cybmeTaueHTpnyeckas.

a A B
Npynna B (7,7 Mkm) — 415 - 6onblune
x‘ 3 8! ﬁ b ‘ ‘ cyOmMeTaueHTPUKMN.
1 S 4—5 Npynna C (7,2- 5,7 MKMm) — 6-12 - cpeaHue
cyOMeTaLeHTPUKN , K 3TOM Xe rpynne

C
K l ? ! a b x 8 a x x “ “‘ ?|To:|((|)1(|:1ﬂaT S(-(tl?g“:niino)wl—ﬂ 3-15 — cpenHune

5 6—12, X c AKPOLIEHTPUKM.
| Npynna E (3,6-3,2 mkm) — 16-18 — kOopoTKMne
ﬁ o é. h n xa 5" A cybmeTaueHTpmnYeckume.
i 18 g—w Mpynna F (2,3-2,8 Mkm) — 19-20 — camble
XXXX AAAR & KOPOTKNE MeTaLEHTPUKN.
19—20 91-92 . ¥ NpynnaG — 21-22 un Y-xpomocoma — camble

KOPOTKME aKPOLIEHTPUKM



B 70-x rr. B MEONLUMHCKOWU NMPaKTUKE Havanu npuMeHATbL MeToabl
andodpepeHLmnanbHOro okpallmBaHus, BbIABNAKOLWME CTPYKTYPHYHO
PAa3HOPOAHOCTb XPOMOCOM MO ASNIMHE, YTO BbipaXaeTcHa B BUAeE
YyepenoBaHUA CBETIMbIX U TEMHbLIX NOMNOC (3y- U
reTepoxXpoMaTUHOBLIX PanOHOB).

Packnagka XxpoMOCcoM 4YerioBeka CUHAPOM KOLLAaYbero Kpuka
nocne G-okpackn. Hopma. (cuHapom aeneuum 5p)



AMHUOLEHTEe3

Placenta

Amniotic cells

Centrifuge =g

Amniotic fluid
Amniotic cavity

Uterine wall

Fluid: Composition analysis

Cells: Karyotype, sex determination,
biochemical, and recombinant DNA studies

Cell culture: Biochemical studies,
chromosomal analysis

Analysis using recombinant
DNA methods




Tpucomua 13

CuHpgpowm MaTay -
Tpucommna 13




OrpomMHyto porsib B uccnegoBaHnm MMTOTUYECKUX
XPOMOCOM Urpaet Takom metog kak FISH
(fluorescent in situ hybridization - dntoopecueHTHas
rmopuaunsaums in situ). FISH ssnsaetcs
YYBCTBUTENbHbIM METO40M LUTOreHETUYECKOro
aHanmaa rnpu BbIABNEHUN KOSTMYECTBEHHBLIX U
Ka4yeCTBEHHbIX XPOMOCOMHbIX abeppaumn, Takmx
KaK geneuumn, TpaHcnokaunm, yaBoeHme u
aHaynnoungmsa. C nomowbio FISH aHanusa yganocs
nokasaTb, YTO NMPUYNHOU psiaa CUHOPOMOB C
MHOXXECTBEHHbIMWN BPOXAEHHBIMU MOPOKaMU
Pa3BUTUSA ABNAKOTCA MUKPOAENeLUnn onpeaeneHHbIX
NHTepPdra3HbLIX PaNOHOB XPOMOCOM, KOTOpPbIE He
BbIABNAOTCS C MOMOLLbIO OObIYHbIX
umuToreHeTndecknx metoaoB. FISH Ha xpomocomax
CIYXWUT BbICTPLIM METOAOM NPEeHaTasribHOM
auvarHoctukn tpmcomuu no 21, 18 unn 13
XpomMocomMmam nnun abeppauum rnosioBbIX XPOMOCOM.
B oHkonoruu ¢ nomouubto FISH mMoXxHO BbISIBAATL
PS4 TpaHcoKaunm, CBA3aHHbIX C
reMmatoriorm4eckMmMm 3noKka4yeCcTBeHHbIMMU

LIBeTHast nc4ep4YeHHOCTb XPOMOCOM
yernoBeka npu RxFISH: a -
mMeTadpasHasa nnacTuHka; 6 -

HOBOOOpPAa30BaHNSAMM. packnagka XpoMOCOM
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MHorougeToBas FISH : B knetke numdombl 06HapyXeHbl Aeneuus
XpomocoMmsbl 1, Tpucomus 3, HecbanaHcMpoBaHHada TpaHcnokauus (8;17),
cbanaHcmpoBaHHas TpaHcnokaumsa (11;22), ytpata XpoMocombl 17 u
HecbanaHcupoBaHHas TpaHcnokaums (X;1). (C.K. Rocha et al., 20011)



Bones3Hn ¢ HacneacTBEHHOW NpeapacnonoXeHHOCTbIO

bones3Hn ¢ HacnegcTBeHHOW NMpeapacnofoXeHHOCTLIO
00OyCnoBIieHbl Kak HacrneacTBeHHbIMU pakTopamu, Tak 1, B
3HAYNTENIBbHOW CTEMNEHWN, (paKkTOopaMm BHELLHEN cpeabl. OTa
rpynna 6onesHen coctaBnaet 92% ot obuiero Yncna
HacrnegcTBEeHHbIX 3aboneBaHUN.

C BO3pacTomM YacTtoTa 3aboneBaHuin BO3pacTaer.

bonesHn ¢ HacneacTBEHHOM NpeapacronoXeHHOCTbIO
CBA3aHbl C 4EUCTBMEM MHOIMMX reHOB, NO3TOMY UX Ha3blBaKOT
MyrbTU(aKkTopUuaribHbIMM.

K Taknm 3aboneBaHUsiM OTHOCATCS: pEBMAaTU3M,
nwemmnyeckasi bonesHb cepaua, runepToHnyeckas u
s13BeHHast 6ore3Hn, caxapHbl AnabeT, bpoHxManbHas
acTtMa, Ln3opeHua n gp.



BbISCHUTL HacneacTBeHHYHO NpeapacnonoXeHHOCTb
yenoBeKa K pagy 3aborneBaHUN MOXHO C MOMOLLLHO
OnunsHeuUuoBbLIN MeToAa.

OcHOBHBbIe 3Tanbl KITacCUYecKoro 0yim3HeLoBoOro
MeTopna:

1) nogbop rpynn MOHO3UIOTHbLIX U AU3UTOTHLIX
ONIn3HeLuoB;

2) BblYUCIIeHUe cTeneHn cxoacTtBa (KOHKOPAAHTHOCTH)
ONMnM3HeL OB BHYTPU KaXXaon U3 rpynn 6yiusHeuoB;

3) BblYnucneHune Aofnun HacneacrsBeHHOCTU U AoJNn cpeabl
B Pa3BUTUN U3yHaeMoro npu3Haka.
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®OPMWPOBAHWE BJIM3HEIIOB™ ™'




C nomoLblo bnmM3HeUuoBoro metToaa obino
BbIABNEHO 3HAYEeHMe reHoTuna 1 BHeLIHeN cpeabl
B pa3BUTUN MHOIMMX MHPEKLUMOHHBLIX BonesHeun.

Tak, npn 3aboneBaHNn KOPbK N KOKIHOLLEM
Beayllee 3Ha4yeHne MMeroT MHMPEKLMOHHbIEe
dakTopbl, a Npun Ty6epKkynesHomn NMHDEKLUN U
3aborieBaHN MEHUHIUTOM CYLLIECTBEHHOE
BNUSHNE OKa3bIBAET reHoTuN.



*BennunHamum koapduruneHTa KOHKOPAAHTHOCTM N0 HOPMasibHbIM 1 NAaTONIOrMYECKUM
npu3Hakam anst MOHo3uroTHeIX (MB) n ansnroTHeix (AB) 6nnsHeuUoB.

Mpu3Hakn

MpusHaKn

Userrnas,
Bonoc

TybGeprynes

Dopma ryd,
e

Pesaarizm

ManunnNapHbLIS NUHKK

Bocnanexne cpeaHero
yxa

Cpox Hayana xoge0bl

C KN OHHOCTD K 33H5-
THIO CNOPTOM

Koconanocre

B po#@eHHbI BolBUX
beapa

Cxoacree MUMHKN

Kope

M anuakaneHo-
AENPECCUBHDIN NCH-
X03

Kokniow

Wiusod peHus

BerpaHas ocna

Jnunencus

CaxapHbiit gnaber

Crapnartuxa




