|[ZITGIOERITT

OcHo8bl MEOUYUHCKOU
cenemuxu. Yenosek kax
00beKm ceHemudecKux
uccaedo8anul. 3aoauu,
NPUHYUNDBL U MEMOObI
MeEOUKOCeHEeMUYECKO20
KOHCYTIbIMUPOBAHUAL.



I11aH

1.4enoBek Kak cneymndunieckmn oobeKT
reHeTUYEeCKNxX nccnegoBaHumn,

2 KnnHuKo-reHeanormyecknm meToa, ero
3aJayuun u aTanbl.

3.LlnToreHeTnyecknin, bnmsHeLOBbIN U
ap. MeTobl.




3agadyu MEANIIMHCKON IT'€HETUKH

e BbigsBneHne npnvnmH BO3HUKHOBEHUSA
HacrneacTBeHHbIX bone3Hen (reHHble,
XPOMOCOMHbIE U TEHOMHbLIE MYyTaLun).

e /I3yyeHune xapakrtepa ux
HacrnegoBaHNA B CEMbAX.

e /13y4yeHna pacnpocTtpaHeHnd
HacneacTBeHHbIX Done3Hen B
nonynaunax YyernoBeka.



OCc0OEHHOCTH YeJIOBEKA KaK 00ObEKTA
IT€HETUYECKUX UCCIIET0OBAaHUU

e Y yernioBeka HE MOXET ObITb NPON3BEOEHO
NCKYCCTBEHHO HanpaBfeHHOro CKpeLMBaHNS B
NHTEpecax nccnegoBartens.

e Hwskaga nnogoBUTOCTb AenaeT HEBO3MOXHbIM
NPpUMEHEHNE CTaTUCTUYECKOro noaxoga npwu
OLIeHKe HEMHOro4mMcr1eHHOro NOToOMcTBa O4HOW
napbl poguTenen.

e Pepkasa cmeHa nokoneHun (Yepes 25 neT), npu
3HAYUTENBHON NPOAOIIKUTENBHOCTU XU3HU OaeT
BO3MOXHOCTb OJJHOMY MUccnegoBaTesnto Habnogatb
He Oonee 3-4 nocnenoBaTerbHbIX MOKOSIEHUN.

e Hanuuyne B reHomMme OONbLLLOro Ynucna rpynn
cuenneHnda reHoB (23 Y XXEeHLWMH, 24 y MY>XYNH).

e Bbicokas cTeneHb (OeHOTUNNYECKOro
nonumopdmnama, CBA3aHHOIO C BIIMSIHUEM Cpeabl.

e Xopollasi U3y4eHHOCTb doeHoTUna.



MeToabl reHeETUKN COMaTUYECKUX KITETOK

MeTOoIbl TEHETUKU YEJIOBEKA
e [eHeanornyecknun (KNUHUKO-
reHeasriorm4eckum)
LinToreHeTnyeckmnu
brnoxnmmnyeckmnu
NHK-gnarHocTtuka
brnn3HeuoBbIN
LOepmaTtornnduka
[TonynayMoOHHO-CTaTUCTUYECKUN




o NeHeanornyeckmm meton —

npocriexxnsaHne nepegadun npnsHaka (bonesHn)

cpeau poACTBEHHMKOB NMpobaHaa B HECKOMbKUX
NOKONMeHnsax.

e NMpobaHp —

4yrieH ceMbM (Hepeako 3To 6oribHON), BNepBbIE
obpaTUBLLUMINCSA K Bpa4vy U N0 OTHOLLEHMIO K
KOTOPOMY COCTaBJIETCA PO4OCIOBHAgA




OCHOBHBEIE 3ajJ1a4uu

I'CHCAJIOTUYCCKOI'O MCTO/dA4

1. YcTaHOBreHune HacrneacTBeHHOoro
XapakTepa aHanmsnpyemMoro npusHaka
(AndodpepeHumanbHas gnarHocTuka
HacnegcTBEeHHOW Done3Hn u ee
doeHokonun).

2. OnpepgeneHne Tuna HacnegoBaHUS.

3. eHeTn4eckoe n peHoTUnmn4yeckoe
NPOrHo3npoBaHne (onpegerieHne CcTenexHu

pucKa nosiBrieHnst npusHaka-o6onesHn y
NMOTOMKOB).

4. KapTnpoBaHue XpoMOCOM, N3yvyeHue
B3aMMOOENCTBUSA reHoB U Ap.



Talbl T€HEAJIOTNYECKOr0 METOIa

1. Cbop cBegeHUn 0 HanNN4Ynn
aHarnM3npyemoro rnpuasHaka y
POACTBEHHMKOB NpobaHaa u
COCTaBneHne rereHabi.

2. 'padmnyeckoe nsobpaxeHme
POOOCITIOBHON — CEMENHOW CXEMBbI
pacnpeneneHus npusHaka (bonesHun)
cpean poacTBEHHUKOB NpobaHaa.

3. AHann3 poaocroBHOMW.



e COOp cBegeHnn o poacTBEHHUKAX
npodbaHga NpPoOBOAUTCS C LIENbIO
BbISIBNEHNS HANMM4na Un oTCyTCTBUS
npu3Haka (bonesHun).

MeToAabl:
e JlnyHoe obcnenoBaHue.
e AHKeTUpoOBaHMe.




deHOoKONMUs —

Npu3HaK, pasBMBLUMUCA NO4 BIUAHWEM CPenoBbIX
dbaktTopoB M He uvMewwWwun HacneacTBeHHOU
npupodbl, HO  HaNOMUHAKWMWUKA  FEeHETUYEeCKu
0OyCrnoBrneHHbIN NPpU3HaK.

fTeHOKONMUSA —

O MHaKOBbIE N3MEHEHMS deHoTMna,
O0OYCNOBIEHHbIE MYTaLMAMWN Pa3NUYHbIX TEHOB UMK
Pa3HbIX Y4aCTKOB OHOrO N TOrO K€ reHa.



®opMBbI paciieanH I'yObl M /UIIN

HeOa

DopMbI paciieIvuH

Yucio

MoOHOreHHbIC, UX HUX:

. A-J1
- A-P

« ClIeTJIEHHBIE C ITOJIOM.

XPOMOCOMHBIE
MyneTrdakTOpHaIbHbIC
TeparoreHHsbie

79
35
39

29
40




DTHOJOTUS Pa3HbIX GopM

pacIIeIrH

dopma

DTHOJIOTUS

MoHOreHHbIe

Bo3HUKaAIOT Npu nepegaye MyTaHTHOTO T'eHa OT
POIUTENA C TAHHOM MATOJIOTUEN WU TIPH
BO3HUKHOBEHUH MYTAIIMX B IIOJIOBOU KJIETKE
OJIHOTO U3 POJIUTEIEH

MynbsTudakTopuaibHbIe

Bo3HUKAIOT B pe3yabTare reHETUYECKOU
IPEAPACIIONOKEHHOCTH U BO3/ICCTBUSA
HEOJIaronpUsATHBIX (PAKTOPOB CPEIbI

XPOMOCOMHBIE BO3HUKAIOT KaKk OJIMH U3 KOMIIOHEHTOB
MHOYKECTBEHHBIX ITOPOKOB pa3Butus (117
MIOPOKOB) MPHU AHOMAIIASIX CTPYKTYPbI WA
qycia XpoMOCOM

DeHokonuu Bo3HUKAOT 11O AEUCTBUEM TEPATOTCHHBIX

(aKkTOpOB CpeJIbl




M®Bb.

amMnmpundeckme metoabl (B %).
XPOMOCOMHBIE DOSIE3HM.
amMmnmpudeckme metoabl (B %).

o Y o I

OnpeneeHue CTEICHU PUCKa I

IIOTOMCTBA

1. MoHoOreHHble bones3Hu.

e [lo 3akoHam MeHaens ¢ y4eTom Tuna
HacregoBaHus, Tuna bpaka v
neHeTpaHTHOCTU reHa (B %).




| eHeTUYECKUM PUCK 11

% Crenenp pucka [Tokasaresnb K 1ETOPOKACHUIO
o 5 Huskas He cunrtaercsa nmpoTuBoIrokazaHuem
Ot 5 1o 10 |IloBeimenHada B He cuuraercs npoTUBONOKAa3aHUEM
JIETKOM CTEIEHU JayKe IPU HEBO3MOXKHOU
[IPEHATAIILHON JIMArHOCTUKHU
Ot 101020 | IloBBIIIIEHHAS B PacnenuBaercsa xak
CpeaHEN MIPOTHUBONOKA3aHUE K
CTETICHU JIETOPOKICHUIO
bounee 20 Bricokunit puck JIeTOpOXKACHUE HE PEKOMEHTYETCS

HAAKC IIPU HAJIMYUHU MCTOA OB
HpCHaTaHBHOﬁ JUArHOCTHKH




MeToabl peHaTaJIbHOU JUArHOCTUKH
HACJICJICTBEHHOM MaTOJIOTHUU

HewnBa3uBHEbIE MHuBa3uBHbBIE
Y3U miona (16-20 Hex,.) Amuuonenrtes (16-19 nen.)
HccnenoBanue CIBOPOTKHU buoncus xopuona (9 — 11
KpOBU OEpPEMEHHOMN — HEJI.)
ONpEJICIICHUE
deTonpoTenHa
OnpenencHue burorncus Koy u JIp. TKaHen
rE€TePO3UTOTHOTO JI04a
HOCUTEJILCTBA Y OpauyHbIX
apTHEPOB




bian3HeoBEIM METO:

e OcHOBaH Ha n3y4yeHuu
3aKOHOMEpPHOCTEN HacneagoBaHUA
NPU3HaKOB B Mnapax oaHoO- U
OBYSNLIOBbLIX BNM3HeLOB.

e [lo3Bonsder onpegenuTb
COOTHOCUTENBbHYIO POrb
HacnegCcTBEHHOCTU U cpeabl B
dopmupoBaHum npmnsHaka (bonesHn).




® KOHKOpPAAHTHOCTb —

CTeNeHb BHYTPUNAPHOro cXxoacTea Mo
NHTEPECYIOLLIUM NMPU3HaKam

» ONCKOpPOAHTHOCTDL —
CTeneHb BHYTpUNapHOro pasnnyns

KoadhpmuneHT KOHKOpPAaHTHOCTH:
K=C:(C+ L), rne

C — KOHKOpAaHTHOCTb B %

1 — npuckopaaHTHOCTL B %



KOHKOPIaHTHOCTh MOHO- U
JTA3UTOTHBIX OJIN3HEIOB

[Ipu3sHak Mb b
[Ton 100 50
['pynimia kposu ABO 100 20
bpoHxuanbHas actma 47 24
CaxapHbIii 11a0deT 65 18
Kopb 98 93
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Figuras 2A e B: Crianga tratada com acitretina. Antes € apos sete meses de tratamento
Figures 2A and B: Child treated with acitretin. Before and after seven months of treatment
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one-in-four one-in-two one-in-four
affected healthy carriers unaffected







