lema nexummn:

MeToAObl N3y4yeHUda reHeTUKU YenoBekKa.



3agavun MeanLUMHCKOU NreHeTUKMU:

* BbisBNneHne npu4mH BO3HUKHOBEHUS
HacneacTBeHHbIX Oone3Hen (reHHble,
XPOMOCOMHbIE 1 TEHOMHbIE MyTaLun).

* VIayuyeHune xapaktepa nx HacrnegoBsaHu4 B
cCeMbSX.

* VIayyeHuna pacnpocTpaHeHns

HaCleagCTBEHHbIX bone3Hen B NoNynAUnNAX
YeJltoOBEKa.



Cneuunduka YenoBeKa Kak

reHeTN4YecKoro oobekra:

[Mpupopa yenoBeka — bnornorn4yeckas,
CYLWHOCTb — coUMaribHas.

Mano noToMKOB.
[1nnTenbHOCTb CMEHbI MOKONMEHUWN.
CRNOXHOCTb NAEHTUMUKaLIMN XPOMOCOM.
BblcoKkas cTeneHb reHo- 1 peHOoTUNNYECKOU
reTeporeHHOCTM!.

Xopollas n3y4eHHOCTb oeHoTMna.



MeToAabl, Ucnosnb3yemMble Ans
N3yyYeHuUsd reHeTUKU YesnioBeka:

e [eHeanornyecknm (KNMHMUKO-
reHeanorn4eckmin)

* LlnToreHeTnyeckmnu

* buoxmmmnyeckmnu

« NHK-gmarHoctuka

 brin3HeuoBbLIN

« [lepmaTtornuduka

* [lonynsayMoHHO-CTAaTUCTNYECKNU

* MeToabl rEeHETUKM COMATUYECKNX KITETOK



e [eHeanornyeckum meton —

npocnexunBaHue nepegayu npu3Haka
(bonesHn) cpean pPoaCTBEHHMKOB rnpobaHaa
B HECKOJMbKMX MOKOMNEeHUsax.

e [IpobaHa -
4yreH CceMbWn (Hepeako 39ToO OoribHOW),
BNepBble 00paTuUBLUMWUCA K Bpadyy W 1o

OTHOLUEHMIO K KOTOPOMY COCTaBISAETCH
POAOCIIOBHas



o

OCHOBHbIE 3aa0a4uu
reHeanorn4yeckoro Metoaa

YcTaHOBNEHME HacneaCcTBEHHOIO XxapakTrepa
aHanmManpyemoro rnpusHaka
(AnddoepeHymansHaga anarHocTuka
HacrnegcTBeHHOW DOe3Hn U ee PpeHoKonun).

OnpeneneHne Tuna HacnegoBaHUA.

[ eHeTn4yeckoe n eHoTnunnveckoe
NporHo3npoBaHue (onpeaeneHne ctenexHun
puUcKa nosiBrieHns Npn3Haka-o6ore3Hn y
NMNOTOMKOB).

KapTupoBaHune XpoMOCOM, U3y4eHne
B3aMMOOENCTBUA reHOB 1 Ap.



JTanbl reHearnorM4yeckoro Metoaa

COop cBegeHU 0 HaNU4Ynn
aHanM3npyemoro npusHakay
POACTBEHHUKOB NpobaHaa u
COCTaBneHune nereHasbl.

[ padpmnyeckoe nsobpaxkeHue
POOOCIOBHON — CEMENHOW CXEMBI
pacnpeneneHunst npnaHaka (bornesHu)
cpean poacTBeHHMKOB rnpobaHaa.

AHanNn3 poaoCcnoBHOMN.
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e DeHoKONUA —

NpuU3HaK, pasBMBLUUNCA MOO BIUSAHUEM CPEOOBbIX
dakKTopoB U HEe UMEeLWMN HacneacTtBeHHOU
npupogbl, HO  HaNOMUHAKWWUN  FEHETUYECKU
00yCNOBIEHHbIV MPU3HAK.

e [eHOKOMUSA —

O MHaKOBbIE N3MEHEHMS deHoTMNa,
0OYyCNOBMEHHbIE MYyTaUMAMUN Pa3fNYHbIX FEHOB UMK
Pa3HbIX y4aCTKOB OHOIO M TOrO XKe reHa.



dopMbl pacLUenuH ryobl n /unu

Heba
dopmel paciesivig YHucio
MoHorenunsle, X HUX: 79
- A-J1 35
- A-P 39
» CLEIUICHHBIE C MTOJIOM. 5
XPOMOCOMHBIE 29
MyneTrakTOpHaIbHbIC 40
TeparoreHnblie 6




JTnonorus pasHbix gopm paclienuH

dopma ITHOJIOTUA
MoHoreH- pU nepeaadye MyTaHTHOIO I'eHa OT
HbIE POAUTEA C JAHHON MATOJIOTMEeH MJIM NIPU

BO3HUKHOBEHUU MYTALIUH B MOJIOBOU
KJIETKEe OJJTHOI'0 U3 poauTeien

MyabTHdak | B pe3yjbTrare reHeTHYeCKOU
TOpHAJIb MPeaAPACIOJI0KEHHOCTH U BO3ACCTBUSA
HbIE HeOJIArONPUATHBIX (PAKTOPOB Cpeabl

XpoMOCOM- | KaK OUH M3 KOMIIOHEHTOB MHOXKECTBEHHbIX

HbIE nopokoB passutus (117 nmopoxos) npu
AHOMAJIUAX CTPYKTYPbI MJIH YU CJIA
XpOMOCOM

DeHOKO-IIUH | O] JeCTBUEM TePATOreHHbIX (PaKTOPOB
cpenbl




OnpepeneHne cTeneHn pucka ans
NOTOMCTBA

MoHoreHHble 0ones3Hw.

[1lo 3akoHam MeHaens ¢ y4yeTom TUnNa
HacriegoBaHus, Tuna bpaka n NeEHETPaHTHOCTU
reHa (B %).

MOB.

IMNUpUYeckne metoabl (B %).

XpPOMOCOMHBbIE BonesHn.

IMMNUpuUYeckne Metoasbl (B %).



UOTNN4YnAa pa3HbiX TUNOB HacrieaAoBaHUA
MOHOIeHHbIX Oone3Heun

AP

Bousewr 3 u @ »

B0JICI0T IPenMyIecTBEeHHO

boJibHBIE 10 BEPTUKAJIHA

BoJbHBIE 10 TOPU30HTAIN »
YacTo onuH U3 poauresier 00JieH

Y 310poBbIX poauTe/iel 00J1bHON pedeHOK *»
Y 00JIbHBIX OTHOB I04Y€PH 310POBbIe HOCUTEIH

Y 00JIbHBIX OTHOB J04YepPH 00JIbHbI

Y 00JIbHBIX OTIHOB CHIHOBbSI 00JIbHBI

Y 00JIbHBIX OTHOB CHIHOBBSI 3[10POBbI

Y 00J1bHBIX MaTepeH CIHOBbS 00JIbHBI



PonoocnoBHasa npy ayTOCOMHO-PELIECCUBHOM TUME
HacnegoBaHUA (anNbOMHU3M)

Autosomal-recessive type

Pathologic traits

(52)-[{1 000 ‘ S 34 &dn O
o 6%—68&2‘;‘?‘1@?&3 @
- 5B3EEd Sudkd ShREEED



UOTNN4YnAa pa3HbiX TUNOB HacrieaAoBaHUA
MOHOIeHHbIX Oone3Heun

Boaerr 3 u Q

BoJIeI0T IPEeUMYIIECTBEHHO 4
boJibHBIE IO BEepTHKAJIHA
boJibHBIE 10 TOPU30HTAIU

YacTo o1uH U3 poauTesier 00JieH

see 4

Y 310poBBIX poauTesied 00JIbHON pedeHOK

Y 00JIbHBIX OTIOB J04Y€PHU 310POBbI€ HOCUTEJIH
Y 00JIbHBIX OTHOB J04epPH 00JIbHbI

Y 00JIbHBIX OTHOB CHIHOBbSI 00JILHbBI

Y 00JIbHBIX OTIHOB CHIHOBbS 310POBbI

Y 00J1bHBIX MaTepeH CHIHOBbS 00JIbHBI



OOMWHAHTHOM TUMe HacreaoBaHUs
A-I1 Tvn CnHopom MopdaHa

.
Il ? %
Ty

2
Autosomal-dominant type

1‘3 dﬁ
mOO 10O [0

7 8 9 10 11 12 13 14 15 16

Pathologic traits

cataract

Marphan's syndrome



Boaewr d u

BoJIeI0T IPEeUMYIIECTBEHHO )
boJibHBIE IO BEPTUKAJIHA
boJibHbIE 10 TOPU30HTAIHU
YacTo on1uH U3 poauTesier 00JIeH

Y 310poBBIX poauTee 00JIbHON Pe0eHOK

8% & 3

Y 00JIbHBIX OTLOB /I04€EPH 310POBbIe HOCUTEIH

Y 00JILHBIX OTHOB J04YePH 00JIbHbI
Y 00JBbHBIX OTHOB CHLIHOBLSA 00JLHBI
Y 00JILHBIX OTHHOB CHIHOBbS 3/I0POBBI

Y 00/IbHBIX MaTepeH CbIHOBbS 00JIbHBI

o



PogocnoBHasa ¢ X-cuensfeHHbIM peueccuBHbIM
TUMOM HacneagoBaHua bonesHu (NpoTaHonus)




PopocnoBHas ¢ X-cLenfeHHbIM peLeCccUBHBIM TUMOM
HacnegoBaHUsl 6oNe3Hu (penpoayKUnsa He HapyLLeHa —

rananchiarniasa)

@

T Q)

ifofoYelalal Tot:

10 11 12 13 14 15 16 17

@:::.e ﬂﬁ Eyﬂ

\ unaffected
carrier

affected
|
@ &) =]
one-in-two one-in-four
healthy carriers unaffected

one-in-four
affected




xTH03 — 3a00JIEBaHUE KOXXHU
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Circumscribed

gray hyperkeratosis &
in flexural sites o
and localized peeling

of the skin over 3
the abdomen




Figuras 2A e B: Crianga tratada com acitretina. Antes € apés sete meses de tratamento
Figures 2A and B: Child treated with acitretin. Before and after seven montbs of treatment

deHOTUN NPU NXTUO3E
(A-P Tvn HacnepoBaHuA)




UOTNN4YnAa pa3HbiX TUNOB HacrieaAoBaHUA
MOHOIeHHbIX Oone3Heun

Bojewor 4 u ¢

BoJIeI0T IPEeuMYIIECTBEHHO
boJibHBIE 10 BEPTUKAJIHA
boJibHBIE 10 TOPU30HTAIHU

YacTo onuH U3 poauresier 00JieH

a8 &0

Y 310poBbIX poauTe/iel 00J1bHON pedeHOK

Y 00JbHBIX OTHOB 1049€PH 310POBbIE HOCUTEIH

Y 00JIbHBIX OTIIOB /I0YePH 00JIbHBI ’
Y 00JIbHBIX OTIHHOB CbIHOBbSI 00JIbHBI

Y 00JIbHBIX OTHOB CHIHOBBSI 3[I0POBbI

Y 00J1bHBIX MaTepeH CIHOBbS 00JIbHBI
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UOTNN4YnAa pa3HbiX TUNOB HacrieaAoBaHUA
MOHOIeHHbIX Oone3Heun

| Y

Boaerr 3 u Q

B0J1e10T TOJbKO ’
boJibHBIE IO BEepTHKAJIHA ’
boJibHBIE 10 TOPU30HTAIU

YacTo o1uH U3 poauTesier 00JieH

Y 310poBBIX poauTesied 00JIbHON pedeHOK

Y 00JIbHBIX OTIOB J04Y€PHU 310POBbI€ HOCUTEJIH

Y 00JIbHBIX OTHOB J04epPH 00JIbHbI

Y 00JIbHBIX OTHOB CHIHOBbS 00JIbLHBI ’

Y 00JIbHBIX OTHOB CHIHOBBSI 3/10POBbI

Y 00J1bHBIX MaTepeH CHIHOBbS 00JIbHBI



PogocnoBHas ¢ Y-cuenneHHbIM TUMOM
HacnegoBaHUA (OBOSTOCEHUNE YLLIHOM
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Vi 1 VUt | IPUI—IG 1 CAJ 1D IVYVYI

ONarHOCTUKN HacneacTBEHHOW

MNaToJ10IrnMu
+ +

HenHnBa3uBHBIEC NuBa3zuBHBIEC

Y31 mnoaa (16-20 Hex.) Amuuonentes (16-19 nen.)

HccnenoBanue CbIBOPOTKA KpoBU | buoncust xopuona (9 — 11
OEpPEMEHHOM — OIIPEACIICHUE HEJI.)
(eTonmpoTenHA

OnpeneneHue reTepo3uroTHOrO buoricus koxxu U Ap. TKaHEH
HOCHUTEJILCTBA y OpauHbIX noaa

NapTHEPOB




[ eHeTn4ecKknn puck gna
NOTOMCTBA

% CreneHb pucka IToka3zaresb K 1€TOPOKICHUIO

1o 5 Huskas He cunraercsa nmpoTUBOIIOKaA3aHUEM

Ot 5 no 10 |IloBeIIIEHHAs B He cunrTaercs npoTUBOIIOKA3aHUEM
JIETKOU CTENECHU NaXKe IPU HEBO3MOKHOM

HpeHaTaHBHOﬁ JAUAaIrHOCTHUKH

Ot 101020 |IloBbIlIEHHAS B PaciienuBaercs kak
CPEHEH CTENCHU IPOTHUBOITIOKA3aHUE K
IETOPOKICHUIO
bouee 20 Bricoknit puck JIeTOpOXKICHE HE PEKOMEHTYETCS

JAXKE IIPU HAJIMYUY METOJIOB
[IPEHATAIbHON JTIMArHOCTUKHU




BnusHeuoBbLIN MeTOA;:
* OCHOBaH Ha N3y4yeHnn 3aKOHOMEPHOCTEWN

HacrnegoBaHMS NMPU3HAKOB B Napax O4HO- U
[BYSALIOBbIX ONM3HEeL0B.
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BAn3HeloBblI METO/ NO3BONSAET onpeaesinTb
COOTHOCUTESIbHYIO pPOJ1b HACNeACTBEHHOCTU U
cpenbl B hopMUpoBaHnM npmulHaka (bonesHn).




e KOHKOPAAHTHOCTb —

CTEeNeHb BHYTPMMNapHOro
CXOACTBa Mo
NHTEPECYIOLLNM
npu3Hakam

e OuckopaAaHTHOCTb —

CTeNeHb BHYTPMMNapHOro
pas3nnyuns

KoagpdomnumeHT
KOHKOPOAHTHOCTU:

K=C:(C+[),rnoe
C — KOHKOPOAHTHOCTb B %
[1 — ANCKOpOaHTHOCTL B %




Ponb HacneaocTtBeHHOCTU U cpeAabl B
doopMupoBaHMU NpU3HaKa — rpynna KpoBu

H = (koHK.Mb — koHK.[1B)

(1 - KOHK.[1B)
KOad.
HacrnegyemMocTu
E=1-H
Koad.

BMUSHUSA
cpenbl

H = (100%-40%) = 100%!
(100%-40%)
E = (100%-100%) = 0




Mb

IMeloT oAnHaKoOBbIN
reHoTun, pasnnyuns
MeXxay HUMKN —
pe3yneraT 4eUCTBUSA
cpeasbl

0ob
IMeloT, KaK npaBuno,
OOMHAKOBYIO Cpeay,
pasnnuna mexay HUMu
0OyCnoBreHbI
HacnegCcTBEHHOCTbIO



KoHKOpAAQHTHOCTb MOHO- U
AN3UTOTHbIX ONMU3HEeL OB

Ilpu3zHak Mb b
[Ton 100 50
['pynma kposu ABO 100 20
bpoHxuanpHas acTMa 47 24
CaxapHbIll 1ua0eT 65 18
Kopsb 98 93




LUTOreHeTU4YeCKUN aHanus
« Kapnotnnmnyecknm aHanms pyTUHHbLIN MeTOA.

» lIndbdpepeHumnanbHoe okpalunBaHue
XPOMOCOM.

. OnpeueneHme X- n Y-xpomaTtuHa.

Karyotyplc analysns

N, = = “
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8 8 S




[loka3saHua 019 ULMTOreHEeTUYECKOro
nccnegoBaHUA

[Togoo3peHne Ha XPOMOCOMHYO 60sSie3Hb

Hanun4yne y pebeHka MHOXeCTBEHHbIX MOPOKOB
pa3BUTUS

MHorokpaTHble (bonee AByX) CNOHTaHHbIE abopThl,
MEPTBOPOXKAEHUAMU POXKAEHUA AETEN C BPOXKAEHHBbIMU
nopokamMmun pa3BnTuA

CyluecTBeHHas 3agepka YMCTBEHHOIO N (PU3NYECKOro
pa3BuUTUA pebeHka



Karyotypic analysis
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cuHapom KnanHdenbrepa-
Klinefelter syndrome
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Cunapowm LLepeweBckoro —
TepHepa — 45, X0



CuHgpowm [NaTay
(Tpncomuma no 13 xp.)
47,13 1313

Patau Syndrome (trisomy 13)
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XpoMOoCoMbl 18 TpMcoMumn cuHapom(c. daeapaca)
Edward Syndrome (trisomy 18) 1818
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Down Syndrome (trisomy 21)

A I I
TR I
ty 7 tn,ll1 8 <$

7
(O I | I TR LAY

13 14 15 6 7 1

19 20 /21 22 X v

47, 21 21 21
CuHapoMm [layHa




Dolgfod

é E i Cri-du-chat syndrome

Chromosome 5 pair
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CvHOPOM KpuKa KOLLKU 46, 5p-
(Oeneuna ydactka KOpOTKOro p-nrfeya 5 aytocomsl)



[epmaTtornnguka

» [lepmaTtornndpunyecknin pucyHok (AP)
nHanBmayaneH.

* PasnunyaloT HopMarnbHbIU, peakun u
natonormn4yeckumn [P.

 [Tanbmockonua (puc. nagoHun)

» [lakTnnockonusa (puc. nanbueB)

 [TnaHTOCKONMSA (PUC. NOAOLLB)
[TanunnsapHbie y30pbl



[TannnnapHble y30pbl Ha

nanbLax
[leTnga [lyra Kpyr
B Hopme 62% 6% 32%
[pwn >80% Y
bonesHu <20%
[ayHa




Tpupaguyc -

* ToYKa CXOXXOEHUA TPEX MOTOKOB JNTMHUN
KOXXU

JTagoOHHbIM-— t
[NlanbueBbii—2a, b, ¢, d




Yron atd

« ObpasoBaH coeanHEHNEM OCEBOIO
Tpupaguycat (y 3anqactbs) ¢ nanbLeBbIMU
a (y ocHoBaHu4 2 nanbua) nd (y ocHoBaHus
5 nanbLua)



3Ha4yeHue yrna atd

* B HOpMme - <572

» C. layHa - 812

« C. [NaTay - 108¢

» C. TepHepa-LlepelueBcKkoro - 662



KoHuenuua TepaTtaHasuun
(K. YopkaHu, 1978) -

€CTeCTBEHHbIN npouecc
«0OTCEemBaHuUA» 3IMOPMOHOB U NNTOAO0B C
BpPOXOEHHOU natonorven



AMHUMOUEHTES, MEeTo
npeHaTanbHOW ANarHOCTUKN.

=

A0 4 A , Hanocanounas
v LlenTpudyruposanue ‘I KHIOKOCTh
”, ) >
N J \
AMHHOTHYEC KHC{
e BuoxumHuyeckHe
\J/ TECThI

Kynstypa knerox



AMHMNOLUEHTES




AMHMOTM/leCKaﬂ XXUOKOCTb

|

CeobogHas ot HekynstuBmpyemble KynbsTuBmpyemble
KNETOK XXUAKOCTb  KITETKU KNEeTKn

buoxumunyeckne - OnpepeneHne nona LlntoreHeTnyeckue,
nccrnenoBaHus (X- n Y-xpomatuH)  BMoxmmmyeckume,
MEeTabonMTOB U rMcTonornyeckne
depMeEHTOB nccrnenoBaHus



[lnarHocTuka

* [p. KpoBU
* Pe3yCc-KOHNUKT aHTUreHHas
HECOBMECTUMOCTb

* >60 HAacneacTBeHHbIX bone3sHen obmeHa
BeLlecTB

* BONbLUMHCTBO XPOMOCOMHBIX DOre3HeN
* OnpepenexHve nona



[Toka3zaHug K
aMHUOLIEHTE3Y

1. Hanwuyney poauntenen geneymm unu
cbanaHcupoBaHHOW TpaHCoKaLuum

2.  Hanwuyne y pogutenen aHeynnongHoro
KapuoTuna unm xpoMoCOMHOro Mmosamumnsma

3. BospacTt maTtepu BbliLle 35 neT

4. Hanwnuue y npeabiayLulero pebeHka
XPOMOCOMHOM NaToNornm

5. CuenneHHble ¢ nonom (X-tun) 6oresHn y
poauTenemn

n ap.



MeToabl MOOeENNPOBaHUA

HacneacTBeHHbIX Done3Hen

1. bwuonornyecknu
2. Matematundyeckmnm



IVICTOLDI TERCT VIKU
coOMaTnN4eCKUX KJieToOK - unsyyenue

reHeTUYEeCKNX 3aKOHOMEPHOCTEN Ha KNETOYHOM
YPOBHE

1. TlpocToe KynsTuBMUpOBaHME
2. Tmbpuamsauma comaTUYeCKnx KrneTok

MeToabl KyNbTUBUPOBaAHUA UCMNOSb3YOTCH
npv AnarHoCTUKe B OCHOBHOM
XPOMOCOMHBbIX, pexXe reHHbIX 6one3Heun.

MeToAabl rmbpmnansaumm NCnonb3ytoTca nNpu
KapTMpOBaHNM XPOMOCOM YeroBeKa.



4

OcHoBaHua gna MK

PoxaeHne pebeHKka ¢ nopokamm pasBuUTuUd, yMCTBEHHOW
OTCTasIoCThblO, MYyXOTOM U CNENOTOU

CnoHTaHHbIe BbIKWObILLUN

Hannyne HacnencTBeHHbIX 3aboneBaHuin y
POLOCTBEHHUKOB

HeCcoBMEeCTMMOCTb CYMNpyros no pesyc-gpaktopy
besneTHbIN Bpak y 340p0OBbLIX CYMNPYros

HenepeHOCMMOCTb fiekapCTBEHHLIX MpenapaToB NUNu
NULLEBbLIX NPOAYKTOB

KpoBHOPOACTBEHHbLIN Bpak

BupycHble HdeKUnn y bepeMeHHON

Bospact Q >35 net, ' >40 ner

Hanu4yne y 6epeMeHHON NpUCTpacTuUs K KYPEHUIO
CrnopTCMEHKN BbICLLUUX pa3psaoB, banepuHsbl
PaboTa cynpyroB Ha BpeHOM NPOU3BOACTBE



[TonynAuUOHHO-
CTaTUCTUYECKUUN MeTo

* OCHOBAH Ha 3akoHe Xapau — BanHbepra

* [lonynauna—CcoBOKYNHOCTb
cKpelumBaroLmxcss ocooen ogHoro
BUOa, ooutarowmx B JaHHOE BpeMS Ha
AAaHHOU TeppuUTOpPUN



[eHeTUKa nonynauunu

e B KaXXgoM nokKorieHun 4yactoTta Kaxgoro
annens gaHHOro reHa M Yactota Kaxpgoro
reHOTUNa No 3TOMy reHy CoxpaHsieTcs
NOCTOSIHHOMW,

e Ecnun BHOCa reHOB U3BHE HEeT (HeT Murpauum)
 Ecnu nopgbopa nap Ana cCKpewmBaHUSA HeT,
e Ecnu BbKMBaAaeMOCTb HOCUTENEeN KaXkaoro reHotuna ogmHakoBa

e Ecnunotb6opa HeT (ycnoBusi oqHOPOAHbI= TeppUTOpPUA
orpaHu4eHa)...

 [MoaToMy B KaXXaoOM NOKOJIEHUM YaCTOTbl COMEeTaHUU ansenen u
4YacTOTbl COOTBETCTBYHOLUMNX (PeHOTUNOB NMOCTOSAHHbI



