MeToabl H3yUeHM s
reHeTUKH Ye/I0BEeKAa



MeaoMLMHCKasA reHeTuka
n3y4yaeT reHeTuYeckKme OCHOBbI
6one3Hen yenoBeka,
3TUOJZIOrMI0, NaToreHes,
AVUArHOCTUKY, JiIeueHune "
NMNPOoMUNAKTUKY
HacneacCTBeHHbIX 60s1e3Hen m
BOMNpPOCbl MeANKO-
reHeTu4YecKoro
KOHCYJ/IbTUPOBaHUSA



HacneacreeHHble 60/1€3HU —
60ne3Hn obycnoBieHHbIe MyTaLUSMU

Kiaccupuxkanusa HacjaeACTBEHHbIX 00J1e3Heln
XpOMOCOMHBIE 00J1€3HH
MoHOHIeHHBbIEe 00J1e3HH

MyJabTH(haKTOPHATIBHbIE 00J1€3HA



HUTOI'EHETUYECKUE METO/1bI

MeTo1bl 0CHOBaHbI HA N3YYEHUH KAPHUOTHUIIA
yesioBeka. [103BONIAIOT OnpeaeiuTh U3MEHEHUS YUCIa U
CTPYKTYPBI XPOMOCOM.

DTO OCHOBHOM METOJ JTUATrHOCTUKH XPOMOCOMHBIX
0oJIe3HEN

K mmuroreHeTnuecCKuM MEeTO1aM OTHOCATCH:

KapuorunupoBaHue;

MoJ1eKYJISIPHO-IIUTOreHETHYEeCKIEe METOAbI;

OnpenesieHue Mo0JI0BOI0 XpoMaTHHA.



Iloka3zaHusd K MUTOTCHCTUYECKOMY
HUCCJIeIOBAHUIO

[Tomo3peHne Ha XpOMOCOMHYIO OOJIE€3Hb I10
KJIIMHUYSCKOM CUMIITOMATUKE (JIJIS TIOATBEPIKACHUS
AYarHo3a).

MHOXECTBEHHBIE BPOXKJICHHBIE IOPOKU PA3ZBUTHS U
YMCTBEHHAs OTCTAJIOCTh Y AETEM.

3anepKKa 1 aHOMAJIMU TOJI0OBOTO Pa3BUTH.

HepriHammBanue 0€peMEHHOCTH (00JIee IBYX
CIIOHTAHHBIX 200PTOB), MEPTBOPOXKICHMUS, OCCILIOANE.

O1eHKa MyTareHHbIX BO3ICUCTBUM (paJHallMOHHBIX WIIN
XAMHUYECKHUX ).



MeToa KAPpMOTHUITUPOBAHUS

1103BOJISICT U3YUNUTh | ‘-r |
YHCJIO0 U CTPYKTYPY L4
XPOMOCOM. o
B
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JAuddepeHunaibHoe OKpalIMBAHUE IO3BOJAECT IMOJYYHUTH

0oJiee 1eTAJIBbHYI0 KAPTHHY CTPYKTYPbI XPOMOCOM.

XPOMOCOMBI U3Yy4YarOT HA
craguu metadassl (400
CErMEHTOB Ha rarjOuIHbIN
reHom) u npometadassl (10 850
CErMEHTOB Ha rarjiOuIHbIN
TCHOM).

HuddepeHnpanbHoe
OKpaIlIBAHUE TI03BOJISCT
ONPEACIUTHh MEKXPOMOCOMHBIC
Y BHYTPHUXPOMOCOMHEIE 87 &R
IIEePECTPONKU MO U3MEHCHUIO . .
TOPSIKA PACIIOIOKCHHUS

CCI'MCHTOB.




MoJ1eKYJISAPHO-IIUTOTCHETHYCCKHUE

METOAbI
FISH MmeTon

(proopeciieHTHAS 1n
situ THOpUIM3ALIS)
OCHOBAaH Ha
CBSI3bIBAHUU
OIIPEACIICHHBIX
YYaCTKOB XpOMOCOM C
(bIFOOPECIIEHTHO
MedeHbIM JIHK-
30H10M







OnpenesieHue MoJI0BOroO
XpOMATHHA

X- xpomaruH (Tenbie bappa) —

CIIMpaJin30BaHHAas X-XpOMOCOMA
Teopusa M.Jlaiton (1961 r)

« OnnHa u3 X-XpoMOCOM KEHCKOTO OpPraHru3Ma WHAKTUBUPYETCA U
CIIUPATIU3YETCSA

« MHakTuBanusa npoucxoaut Ha 16-19 cyTku sMOpHMOHAILHOTO
pPa3BUTHUSA

= IIpornecc nHakTUBANUM HOCUT CIIYUYANHBIU XapaKTEP

« Ilocie nHakTUBaIKM Y BCEX IOTOMKOB JIAHHOMW KJIETKH
MHAKTUBUPYETCH Ta )KE XPOMOCOMa



Key

XP = paternal X

XM = maternal X

| = cell with inactive maternal X
[C]= cell with inactive paternal X
E] = inactivated X

Early embryo

Random
K-chromosome
inactivation in
each cell

Fixed inactivation
in all descendant
cells

Adult fermale with the
paternal X active in
some cells and the
maternal X active in
other cells.

Illustration adapted from Thompson & Thompson Genetics in Medicine, 6th Edition; RL Nussbaum, RR
McInnes, HF Willard, Paterns of Single-Gene Inheritance, Figure 5-16, pg 67, Copyright 2001, with
permission from Elsevier.




X-10JI0BOM XpPOMATHH (Tesblle bappa) onpeaesor B

s B dIUTEINATIBHBIX KJIETKAX CO CJIU3HUCTOU 000JIOUYKH IIEKHU
(cocko0). Tenpiie bappa BbINIAAU B BHJI€ TEMHOM TJIBIOKH BO3JIE
000m4kH siapa. B HopMe onpeaensercs y »KeHIIUH 0oJjiee YeM B
20% KIIETOK.

« HenTpodunbHbix JelikonuTax (Ma3ok kpoBu). Tenbiie bappa
BBIIVISAUT B BUJIC “‘OapabaHHOM Halouku B HOpMme
OIIPEAEIISICTCS Y )KEHIUH B 1 — 2 % KIIETOK.




Onpenesienne X-MOJOBOT0 XpOMATHHA UCIOJIb3YIOT

IS DKCIIPECC-AUarHOCTUKU XPOMOCOMHBIX 00JIC3HEH, CBSI
3aHHBIX C U3MEHEHHUEM YMCiIa X-XpOMOCOM. Hucino X-XpoMocoM
Ha €AUHUILY OOJbIIIE YMCIIa ITIBIOOK MOJ0BOIO XpOMaTHHA U

onpeensercs no Gopmyie: N=n+1,

riae N — 4nucino X-XpoMOCOM, N — YHCJIO TJIBIOOK ITOJIOBOTO
XpOMaTHHa.

B CyIcOHOM MEAUIIMHE JJISI OIIPEACICHUS MOJIOBOM
IPUHAAICKHOCTH (h)parMEHTOB Tpyna yenoBeka (Tenbna bappa
XOPOIIIO COXPAHSIOTCS B XPAIICBOM TKAHH ).

KaK SKCOPECC-METO AUATHOCTUKHU MOJIa MPU
repMapoaUTU3ME;



Y-11010BOM XpOMATHH

Y-XpOMaTuH — 3TO UHTEHCUBHO (PITyOPECHUPYIOIIUI
Y9aCTOK JJIMHHOIO Iieda Y-XpPOMOCOMEI B HHTEep(a3HbIX
sJIpax.

Ero onpenensror B OyKKaJIbHOM COCKOOE,
nerkonuTax nepudepudeckon kposu. IIpenapar
OKPAIIUBAIOT (PIFOOPECIHECHTHBIM KPACUTEIIEM AKPUXHUH-
upuToMm. 11oa TFOMUHECIIEHTHBIM MUKPOCKOIIOM Y-
XPOMATHUH BBIABIISIETCSA B SJIPE KIIETKU KaK SIPKOE IISITHO
nuameTpom 0,3-1,0 MKM. Y My>X4YMH B HOPME OJIHA
IJIbIOKa Y-XpOMaTHHaA.

Merton ucronb3yeTcs i SKCHPECC- JUarHOCTUKA
CAHIpPOMA IMOJIUCOMUH Y.



XpoMOCOMHBIE 00JIE3HH -

DTO HacJIeACTBECHHbIC 00JIEe3HHU, CBSI3aHHbBIC C
M3MEHCHUEM YHMCJIA U CTPYKTYPhI XPOMOCOM.

1. Bonesnm, cBSI3aHHEIE C U3MEHEHUEM ayTOCOM.

XapakTepHbI MHOKECTBEHHBIC aHOMAJIMU U MIOPOKHU
Pa3BUTHS, YMCTBEHHAS OTCTANOCTh. [IpOSBIISIOTCS C
POXKIICHUS.

2. bone3nu cBA3aHHbIE C H3MEHEHUEM II0JIOBBIX
XPOMOCOM.

Kak mmpaBuio, nposiBISIOTCS HAPYIIEHUEM I10JIOBOIO
pazBuTuA. MHTEIEKT yalie HopMaabHbIN



Cunapom /layHa

HOHYJ'ISII_II/IOHHaH qacToTa Y HOBOPOKIACHHBIX l: (> { ‘(

RIYARS!

700 —1:800. BeposiTHOCTB poxkaeHNsT 00JIbHBIX
JAeTed BO3PACTAaeT Yy KeHIIMH mocJe 35 jer

» Kapuorun 47,XX,+21 nmm 47,XY,+21 (nmoaHas
Tpucomusi). Bcrpeuaercss Tpanciaokanus (4%) u ' $
Mo3auI3M (2%) “ “ ” 1‘ { “

» Criermurueckas BHEITHOCTD: MJIOCKOE JIUIIO, T s m ) ¢
MOHTOJIOWIHBIN pa3pes mia3, SMUKaHT, UPOKas ))
TIJI0CKas IEPEHOCHUIIA, MAKPOTIIOCCHS.
bpaxunedanbHas ¢popMa depera.
Muxpornedanus.

19 -l

» CpenHuii pocT B3pOCIbIX 00JBbHBIX OKOJIO 150
CM. MBIIIEYHBIK TOHYC CHUXKEH.

=B 50% mopoku cepana. CHUKEHNE UMMYHHUTETA.
YacTo J1eNKO3bl.

= YMCTBEHHAs OTCTAJIOCTh
= Hekotopeie OonbHbIE )XUBYT 10 S0-60 JerT.







CUHJIPOM DJIBAPICA

IHonyJasiuuOHHAS YaCTOTA
1:5000-1:7000 HoBOpOKAEHHBIX.

Kapuorun: 47,XX, +18 niau 47,
XY, +18.

«HABHCAKOIIMN» 3aTBLIOK,
MAJEeHbKAA HUKHAS YeJI0CTh

XapPaKTepPHOe HAJIOKEHHUE
NajbleB KUCTHU - 2 U S MAJbIbI
nepekpsIBaOT 3 U 4;

MHOKeCTBEHHbIE BPOKIE€HHbIE
MOPOKHU Pa3BUTHSL.

60% 001bHBIX YMUPAKOT B
Bo3pacre 10 3 MecsileB,
ro0BaJIbIN BO3PACT NepeKuBaeT
He 0osiee 10% 00abHBIX. Y Bcex
THXKeJIasi YMCTBEHHasI
O0TCTAJIOCTD.

&

Karyotype from a female with Edwards syndrome (47 XX +18)

&
%

e
3 %
§ %
<

1

L)







Cungpom Ilaray

[Tonmynauuronnas gacrora |:

5000-1:7000
HOBOPOXJICHHBIX.

Kapuorum: 47,XX,+13 nian
47,XY,+13.

HM3mMmeneuns nuia v yepemna.
MHUKpoIehanys,
pacIIeIMHbI TYOBI K HEOa,

IHOJINAAKTHUIINA

19
Karyotype: 47,XY,+13







CUHAPOM «KOINAYBEI'O KPUKA)»

[TonmymsmuonHast yactot 1:45000 —
1:50000.

CuHJpoM 00YCIOBJICH Aelieluei
KOPOTKOTO IJIe4a 5 XPOMOCOMBL.
Kapunorun: 46,XX, del Sp nmm
46,XY,del 5p.

CrieIM(pUYECKUM I11ad,
HaIIOMUHAIOIIMHN KOIIaube MSIYKaHbE
i Kpuk. OH 00yCIIOBJICH
M3MEHECHUEM TOpTaHU (Cy>KEHHE,
MSITKOCTB XPSIIIEeH, YMEHBIIICHUE
HaJAropTaHHUKA, HEOOBIYHAS
CKJIAA4aTOCTh CIIU3UCTOU
0001104kHn). C BO3pPacTOM 3TOT
CHUMIITOM HCUY€3a€eT;

£
£s
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Cunapom IlleperneBcKoro-
Tepuepa

Yacrora cunapoma 1:3000-3500
HOBOPO:KIE€HHBIX 1€BOYEK.

« Kapuorum 45,X. B ki1erkax Her
IBIOOK MOJIOBOT0 XPOMATHHA.

= Y HOBOPOXK/ICHHBIX XapaKTepHbIE
CUMIITOMbBI: KOPOTKAas 1Ies ¢
U30BITKOM KOKHU, TUM(paTHUYECKHE
OTEKHU CTOIl U KUCTEH.

« OTtcraBanme B pocre, CpeIHUH POCT
B3POCJIbIX 00JbHbIX 140 cMm.

] KprJIOBI/IJIHI)Ie CRJIAIKM Ha IIIeC

] HEL[OpaZiBI/ITI/Ie IIOJIOBBIX OPraHoB U
BTOPHUYHBLIX MMO/JIOBLIX IIPU3HAKOB

=« BpoxkaeHHbIe TIOPOKHU CepPAEeYHO-
COCYIMCTOH M JP. CUCTEM OPraHoOB
BcTpeuyarorcesi y 25% 00JbHBIX.







Tpucomus X

Yacrora marojgorum 1:1000 - 1:1200
E€BOYEK.

= Yaire BcTpeyaeTcs TpUCOMUS —
kapuotuil 47,XXX. B KieTkax
O0OHAPYKUBAKOTCSA ABE IJIBIOKU
IIOJIOBOTO XpOMaTHHA

= B OCHOBHOM HOPMaJIbHOE (PHM3UYECKOE U
IICUXUYECKOE Pa3BUTHE

« Y 1/3 XKeHIIUH HapylLICHUE
PENPOIYKTUBHON (PYyHKITUH

= MoxeT ObITh HEOOJIBIIIOE CHMYKEHUE
UHTEJIJIEKTA







Cunapom

KiaanHgeasrepa

[TonymsimmonHas yacrora 1:1000

MaJIBHUKOB

kapuotuil 47,XXY. B
KJIETKaX OOJIBHBIX C
OOHAPYKHBAIOT OJIHY IJIBIOKY
MIOJIOBOTO XpOMaTHHA

BBICOKHUH POCT C
JIUCTIPOIIOPIIUOHAIBHO
JUIMHHBIMU KOHEYHOCTSIMU,
€BHYXOUIHBIM
TEIOCIIOKEHUEM,
OBOJIOCEHUEM T10 KEHCKOMY
TUITY

THHEKOMACTHS (pa3BUTHE
MOJIOYHBIX JKEJIE3)

OecIuioaue







CvHAPOM NMOJIMCOMHH Y — XPOMOCOMBI

= 1:1000 HOBOPOKACHHBIX MAJTBYMKOB 1
1:10 cpeay My»K4uH ¢ pOCTOM OoJee 2
M

» Kapuorun 6oneHbix 47, XYY B
KJIETKaX 2 DIBIOKH Y-XpOMaTHHA.

= Brpicoknu poct. Kaxnas Y- xpomocoma
YBEJIWYMBAET POCT IIPUMEPHO Ha 15 cMm.
NHorma yBennyeHue HUKHEU
YEJIFOCTH, KUCTEW, CTOIL, TPYObIC YEPTHI
JIMIIA, BBICTYIIAIOIIAE HAAOPOBHBIC

IyTH

s Y 30-40% O0JIBbHEIX JIETKAS
YMCTBEHHAsI OTCTAI0CTh, CHHIKCHHE
KPUTHUKH, arPECCUBHOCTD,
B3PBIBYATOCTb.




buoxuMunuyecku MeTOI

OCHOBaH Ha U3y4YCHUU
OMOXMMHUUECKUX ITOKazareieu

Hcnonb3yercs a1 [uarHoCTUKA
MOHOT€HHBIX OOJIE3HEH —
BPOKICHHBIX HAPYILICHUN 0OMEHA
BEIIECTB ((pepMEHTONATH )



BpoXaeHHble HapyLleHns

MeTabonnama
« leH MYy Tallus
= benok HApPYIICHUS
MeTadoJIM3Ma
s [IPHU3HAK

OO0JIC3HDb



DepMeHTOIIATHH

= AyTOCOMHO-PEIIECCUBHBIC 3a00JICBaHM,
CBSI3aHHBIC C J€(PEKTOM (pepMEeHTa, KOTOPHIM
00eCIIeUrBacT NPEBPAILICHUE OJHUX BEIIICCTB

(cyocTparoB) B Jpyrue (IpOayKThl)
[Ipo0OeMBbl CBSI3aHBI C
» Hakomnenmem cyOcTpara u €ro MeTaOOJIMTOB

» HemocrarkoM KOHEUHBIX OIPOAYKTOB



Kiaaccundukanust
(bepMeHTOIIATHH

AmuHOAuUAypuH ((PeHUIKETOHYPHS, aJIKANTOHYPHSI,
aIbOMHU3M );

Hapymenus MmeTtadom3mMa yrieBoA0B (TalaKTO3EeMus,
(GPYKTO3ypHsl, NIMKOT€HO3BI);

Hapymenus nunuaHoro meradojin3ma (ceMenHas
TUIIEPXOJIECCTCPUHEMUS );

Hapyurenust cuHTe3a TOPMOHOB (BPOKACHHBIM
TUIIOTHUPEO3)






Because a child with PKV
lacks the normally

functioning enzyme
necessary to break down
phenylalanine (PHE), it
accumulates in the blood

and body tissues.

This excess PHE can
prevent normal brain
development and result

in mental retardation.
Boy with unireated PKU




= MaccoBbIli CKpUHMHT — 00C/I€IOBAaHUE BCEX
HOBOPOKACHHBIX JJIs1 OOHAPYKCHUS
00JI€3HU 0 KIMHUYECKUX IIPOSBICHUN U
CBOEBPEMEHHOTI'O JICUCHHUS.

B YKpanHe cKpnHUpyrOTCH

PeHUNKETOHYPUSA N TMNOTUPEO3



IIpu HacJIeACTBEHHBIX 00J1€3HSIX BO3MOKHA
IpeHaTaJbHasl INATHOCTUKA

IIpenaranpHas JUAarHOCTHUKA — ATO AUATHOCTHKA
3a00J1€BaHUN y TI0J1A (0 POXKICHMS).

OcCHOBHBIC TOKa3aHUS K HpeHaTaanoﬁ AUATI'HOCTHKC.

[logo3peHus Ha XpOMOCMHY0 00JIE3Hb Y IIJI0Aa MOCIIE
yIIbLPa3ByKOBOI'0 00CI€A0BaHUS U OMOXUMHYECKOIO
o0cJieqOBaHUS MaTepH.

Bo3pacTt marepu Oosiee 35 Jer.
Poxxnenre peOeHKa ¢ XpOMOCOMHOM MaTOJI0TUEH.
OauH U3 pOAUTEIICH - HOCUTEIb XPOMOCOMHOM abeppaliuu.

Hanuune B cembe aeren ¢ (hepMeHTONaTHsIMU



OCHOBHBIE METOABI
[IPEHATAJIbHOU JUATHOCTUKH

» OHOIICHS BOPCHH XOPHOHA (XOPHUOLIEHTE3) - HOJIYUYCHHUE
TKaHU XOpHOHA. PEKOMEHIYIOT IPOBOAUTH MPH CPOKE
oepemenHoctu 10-14 Henensp.

s [UIAIEHTOIICHTE3 — MOJYYSCHUE TKAaHU TIAIlCHTHI,
npoBoauTCs ¢ 14-11 HeAeIn OEPEMEHHOCTH.

= AMHMOILICHTE3- IOJYYECHHE OKOJIOILIOAHOM KUIKOCTH,
B KOTOPOM HAXOAATCS CIYIICHHBIC KICTKH IIOAA U
aMHHOHA. lIpoBoauTCs Ha MPU CPOKE OEPEMEHHOCTH
16-20 (my4me 16) Henenb



Ultrasound

HOqueHHBIe KIICTKU transducer

HCCIEAYIOT

LlnToreHernue cCKuMu
METOAAMM
(mogo3peHre Ha
XPOMOCOMHBIE
00JIE3HN)

MouiekynspHo-
T€HETUYECCKUMH U
OMOXUMHYSCKUMMU
MeToamMu (MOI03PEHUE
Ha MOHOI'CHHBIE
00JIC3HM )

Amniotic fluid




Jepmaroriiu(puyecKUU MeTO/I
(Ppencuc I'aabroH, 1892)

OCHOBAaH Ha M3YYCHUH PUCYHKA KOKH Ha
nanabplax, JaJoHSIX U IOJO0IIBAaX.

= 3aKJIaJKa y30pOB — Ha 3M — 4M MeECSIIE
AMOPHOHAIBHOIO Pa3BUTHS, B TCUCHUE KU3HU
y30p HE MEHSIETCH.

» M3ydenne y30p0oB Ha MOAYIIIEYKAX MAIbIIEB
HA3bIBACTCA JAKTUIIOCKOIMEH, HA JTAJOHAX -
[1aJIbMOCKOIIMEN, HA TTOJ0IIBAX -
IIAHTOCKOIIMECH.



ONUIEPMAIIbHBIC BBICTYIIBI — I'PeOHU (TaMUJIIAPHBIC JIMHUM ).
[TanuIsipHbIEC JIMHUK MOTYT COJIM>KaThCs, 00pa3ys
TPUPATAUYCHI (JICTBTHI)

Tpu OCHOBHBIX THIIA Y30POB Ha MaJiblax

ITetnu (L) 60% Apku (A) 6% 3aButku (W) 34%

['peOHeBOM cUET — YMCIIO MANWUISIPHBIX JAHAM MEXIY ACIBTON U
LIEHTpOM y30pa. B cpemnem — 15 — 20.



BaxxHas xapakTepucTrKa
JTaJIOHHOIO penbeda —

yron atd.

CoeMHSACT TPUPAAUYCHI Y
ocHoBaHus 1l manena,
OCEBOM JIaJOHHbBIN
TPUPATNYC U TPUPATUYC Y
OCHOBaHHA V Hajblia.

B nopwme yron atd ue
npebimaer 57°




JlepMaTormupuue KU METO, UCIIONB3YETCS

= KaK BCOOMOTaTEJIbHbBIN I JUAarHOCTUKU
XPOMOCOMHBIX OOJIC3HEH.

« UeTblpexnanbLeBas nonej
nagoHHas cknagka.
* Ha nanbuax pyk npeobnaj

Ay
* YBenuyeHue yrna atd.

= B onpenenenun 3 HIIOB
» B cyneOHOM MenuiHe



I'mOpuau3anua coMmaTu4eCKuX
RJICTOK (I'eopruu bapckui)

[lo3BoOJIIET OpPEAETATEH CHETUICHUE
T€HOB C OIIPEACIICHHBIMU
XpPOCMOCOMaMM

OcHOBaH Ha UCCJIIENOBAHUU
rHOpHUJI0B COMAaTHYECKHUX KIECTOK
HaIIpUMEDP, YEJIOBEKA 1 MBIIIIH.



Anpa KIETOK CIIMBAKOTCA. 3aTEM IIPU KYJIbTUBUPOBAHUH OCTAKOTCS
MIOJIHBIN XPOMOCOMHBIN HA0OOP MBIIIN U HECKOJIBKO XPOMOCOM
YeJIOBEKA.

['eHbI UeTOBEKA KAPTUPYIOT, CBA3BIBAS UX SKCIIPECCUIO C
OCTaBIIIMMHUCS B THOPUTHOM KJIETKE XPOMOCOMaMH

DKcrpeccus
TCHHBIX
MPOAYKTOB




NONYJAAIIUOHHO-CTATUCTUYECKUHN
METO/I

IlpeaMer nmomymauoOHHO-CTATUCTHYECKOTO  (TIOMYIISAIIHOHHO-
F€HETHYECKOr0) METOAa - H3YyYEHHE YacTOTBl TI'E€HOB H
T€HOTUIIOB B MOIYJIALUAMU.

Ilonyasinmsl — rpynma opraHu3MOB OJHOTO BHJIa, KOTOPHIC

OOMTAIOT Ha OMNpPEJCICHHON TEPPUTOPHUHU JIUTEIBLHOE BpEMS,
CBOOOJTHO CKPEIIUBAKOTCS MEXKIY CO00M W Pa3MHOMXKAKTCS
M30JIMPOBAHHO OT JPYTUX MOMYJISIIMNA TOTO K€ BHUA.

B renerunke HCIIOJB3YIOT ITIOHATHUC

o MJE€AJTbHBIX OMYIISIIAN
0 peaJIbHBIX IOIYJIALMU



UnpeanbHas MONMYJIAIMUSA xapakTepusyercs
OECKOHEYHO OOJIBIIIMM YHCIOM 0COOCH;
CBOOOJIHBIM CKpeIIUBaHUEM (IIaHMHUKCUEH);
OTCYTCTBUEM MUIPALIUU;

OTCYTCTBUEM MYTAallUU;

o 0O O 0O O

OTCYTCTBUEM €CTECTBEHHOI'O OTOOPA;
[loHsTHE NaEcaATbHON NONYIAILIMA UCIIOIB3YIOT KaK MOJIENb JJISA
MaTeMaTUYECKUX PACYECTOB B TEHETUKE MOMYIIALIUNA.

ITpuponusie nonyaauuu HazsiBaroT PEAJIbHBIMM. Onu
SABJISIOTCS OOBEKTOM HM3YyUYE€HHUS MOMYISALUOHHON TCHETUKH.



I eHO(bOHT MOMYJIAIIUMN — COBOKYITHOCTD
T€HOB BCEX 0COOEH MOITYIISALUA

Yacrora a/1/71€JIbHOI0 I'€HAa — OTHOIIIEHUE
€ro KOJIMYECTBA Yy BCEX 0COOCH IMONYJISLMUU K
00111l CyMME I'€HOB B JAHHOM JIOKYCE

Yacrora reHoTHIIA — 01 TeHOTHIIA CPEIN
BCEX 0CO0OEH B MOIYJISIHMN.

YacToTy reHOB ¥ T€EHOTUIIOB B UACAJIbHOU ITOIYJISAIIAN [TO3BOJISIET

paccuntars 3AKOH XapIm-BaifIHﬁepra



3akon Xapau-BaiinOepra
(1908r)

B UEAJIBHOU TTOITYJIALIMU YACTOTBI
AJUIEJIBHBIX TEHOB U TEHOTUIIOB
OCTAIOTCHd  [OCTOSHHBIMU U3
[TOKOJIEHU A B ITOKOJIEHUE

Xapnu I'ondpu Xapong (1877-1947) Baiin6epr Bunbrensm (1862—-1937)
AHTIINACKUN MaTeMaTHUK HEMELKUN Bpad



MaTremMaTnuecKoe BhIPAKCHUE
3akoHa Xapau-BavHOepra

Ecinu 0003HAYUTD YaCTOTHI

reioB A —pua- (, 3 |pA qa
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C noMombr0 3aK0Ha Xapau-
BannOepra MoskKHoO onpeaejuTh

1 TeHETUYECKYIO CTPYKTYpPY HONYISIUMN (4aCTOTHI
ONPEACICHHBIX T€HOB U T€HOTHUIIOB)

1. M3y4aroT pactipocTpaHeHHOCTh IIPU3HAKA,
MHTEPECYIOIIETO UCCIEA0BATENS (HEMOCPEACTBEHHOE
00CJIeI0BaHNE YaCTH ITONYJISILINU, U3YYECHUE
MEIUIIMHCKUX CTaTUCTUYECKUX JaHHBIX, apXHBOB
OOJILHUII, AHKETUPOBAHHUE)

2. 3Hasg 4aCTOTy MPU3HAKA ONPEACIISIOT TEHETUYECKYIO
CTPYKTYPY I10 3TOMY IPHU3HAKY



M3ydeHune nonyJsiiiuOHHON CTPYKTYPhI U YaCTOThI
TE€TEPO3UTOT MO3BOJISAET MPOTHO3UPOBATH
PacCIpOCTPAHECHHOCTh OOJIE3HEN B CIEIYIOIINX
ITOKOJICHUSIX

MOXXHO TakKKe BBISICHUTDH
» JBIAETCA TU IPU3HAK MOHOTE€HHBIM

» Omnpenensercs 1M NpU3HaK Mapoy aaielIbHbIX TEHOB
WU OOJIBIIUM UX YHUCIIOM

= (CTEneHb reHETUYECKOT0 POACTBA MEK Y
ONYJIALIASIMHA



3axon Xapau-BaitnOepra BBITOIHUM I U/1€AJIbLHON
IOITYJ/ISIITHUH.

B peajibHOM TONYJISANNU Ha 9aCTOTY aUIeIeil BIUSIIOT
2 OrpaHuydeHue ITAaHMHUKCHHU

a OI‘pﬂHH‘IGHHG HUCJIICHHOCTH IIOITYJIALIINHA

Jlem — monymsamus uncinennocTsio 1500 — 4000 uenoBek, yacTora
poncTBeHHbIX OpakoB — 80 -90%

MN30a9T — nonyasims yrciieHHocTeo Menee 1500 yenoBek,
4acToTa pOACTBEHHBIX OpakoB Oobiie 90%

HpI/I‘—II/IHBI N30JI0UU U OI'PAHUYCHHAS ITAHMHUKCHUN . reorpa(bﬂqecmde,
HaITMOHAJIbHBIC, PCIINTNO3HBIC, COIITNAJIbHBIC

B mansix momymsiusax npoucxonut JIPEM® 'EHOB



JIperid reHoB — mpoLecc CIIy4amHOIO
HEHAIPABJIECHHOTO U3MEHEHUS YaCTOT aJlICIIEH
B ITOKOJICHUSIX ﬂ

0 HMcuesHoBeHUe OJHOTO0 U3 ajljiejien
0 lloBbIlIEHHME TOMO3UTOTHOCTHA HOMYJIALIMU

o HaxoruieHne HaciieICTBEHHBIX 00JI€3HEN



Hakorienne HacjaeqCTBEHHBIX 00JIE3HEN MOMXKET OBITh TAKKE
CBSI3aHO C

s «ODHEKTOM OCHOBATEIS»

» 3(PPEKTOM «OYTHUIOUYHOTO TOPJIBIIIKA»

OCHOBa reHETUYECKOW T€TEPOr€HHOCTH MOIMYJISALIUN —
MYTalluH

MYTAIlMOHHBIN I'PY3 - COBOKYITHOCTh BHOBb BO3SHHUKIIIHX
MYy Taluu

CErPErarMOHHbIU I'PY3 — COBOKYITHOCTH YHACIEAOBAHHBIX
MYTalUn

YacTtoTa MyTaHTHBIX T€HOB B IOIMYJISIIUA MOXKET YBEITUYUBATHCS
3a cueT €CTECTBEHHOTO OTOOpA.



XOPOIIEIO JTHA !




