BBeaoeHue
B MeAULIMHCKYIO FreHeTUKY



KakoBa poJib T€HETUKU B KU3HHU
KAXXJI0r0 U3 Bac?



3aKOHbl FeHEeTUKN:
pO,EI,I/ITeJ'II/I 1 [eTn Ha O,EI,HO nmuo

[NeBevy xoH JIeHHOH u ero cbiH LLIOH JIeHHOH



YTo Takoe
MeaunUMHCKaA reHeTuka?



[TpeacTaBneHmnsa o MeguLMHCKON
reHeTUKe Y CTYOEHTOB

CnoxHasa gucumniuvHa
«Cyxasa» HaykKa

BbicokocneunanmanpoBaHHas
MeaOULUMHCKada cneunanbHOCTb
(HO NopoWn NauUNEHTLI 3HAKOT O
reHeTuke borblue, Yem Bebl ;)

O4yeHb CroXHbIU NpeaMeT
pa3roBopa 00 bLACHeHUNA
NPUYNHbI OornesHen npu
Oecepne ¢ naumeHTamMum u
YysieHaMn UX ceMbM




MenuumuHCKAA TreHEeTHKA

Pasgen aHTponoreHeTukn, n3yyarLmmn

- ponb HacneacTBeHHOCTU B BO3HUKHOBEHUN
naTtonornu

-3aKOHOMEPHOCTN Nepegavun 13 rnoKosieHns B
NOKOJNIeHne HacneacTBeHHbIX 3aboneBaHnmn

- METOAbI ANArHOCTUKN, NIeYEeHUA N NPOPUNAKTUKN

Bcex oOpM HacneacTBeHHbIX NaTonornn
(TvHTep E.K., 2003)

Kauandyeckasi reHeTHKA

[MpuknagHon pasgen MmeauumMHCKOW reHETUKN,
N3y4varLLnmM HacneaCcTBEHHbIE 3aboneBaHNA U
MeTOoAbl UX NpeaynpeXaeHus, QNarHOCTUKK U
nevyeHuns.

(bo4kos H.I1., 2004)




I eHeTKA YeJg0BeEeKa




(AHTpOmnoOreHeTuKa)

/?‘ [ 1Oco6bIlt pa3aes reHeTUKHU, KOTOPhIN N3ydaeT
s 0COOEHHOCTH HaCJIEIOBAHUS MPU3HAKOB Y
N\ e s UeJIOBEKa, HacJIeJCTBEHHBbIE 3a00JIeBaHUSA
5

’ (MeguIIMHCKAs TeHeTUKa ), TeHETUUEeCKYIO
/ — CTPYKTYPY NOMYJIAIIUN YeJIOBeKa

d
!

— [1OcHOBHas 3azaua:

(KasKIbIM YeJIOBEK HOCHUTEID OT 4 10 10 HacJIeCTBEHHBIX
\," ) 3aGoseBanuit) 1 IOMCK METOZ0B OIITUMAaJIbHOU

peajsin3dalili reHOTHUIIA YEJIOBEKA.

N — ¥
\7 OTBICKaHUE MMyTel orpakAeH1A 4eJ0BeKa OT
). OTSITYAIOIIEro ITPOABIEHUS HAaCaeCTBEHHBIX
o 3a00JIeBAHUH

\ A’
S \



Cnenmuduxa

IFICHCTHNEKMHN YC/IOBCRKA

HeB03MO>XXHOCTD ITPOU3BOJILHOT'O, HAITPABJIEHHOTO
CKpeIlBaHUsA

ITo3aHee 1010BOE CO3pE€EBAHHE

MaJjiouncJIeHHOCTh IIOTOMCTBA

Ci10:KHBIN KapuoTui(2n=46), 60JIbII10€ YUCI0 TPYIIII
CIIEILIEHUA

HeB03MOXHOCTh YPaBHUBAHUA YCIOBUU KU3HU IS
IIOTOMKOB OT Pa3HbIX OpaKoOB



MeTOoabI N3YUECHUSA

ITICHCTHUEKHN YC/IOBCKA

[IuToreHeTUYECKUU I'eHeasioruyeckum

T ST EXAIATAXARATIE] 2 VAARNT VY TATAAES




MuUKpoOCKOIn4YeCcKoe Uccjae0BaHue
CTPYKTYPBI XPOMOCOM U UX KOJIMYECTBA Y
37I0POBBIX U OOJIBHBIX JIIOIEN

ITo3BoJIsIET OOHAPYKUTH XPOMOCOMHBIE
MyTaIluu

M crosib3yI0T KyJAbTYPY JIEUKOIIUTOB KPOBH
B UX siApax COAEPKUTCS MOJTHBIN HA0OP
XPOMOCOM YeJI0BEKA



Y HOKUIBIX pOAUTENEN POAUIICS
TOHOIIIEHHBIN peOEHOK, Y KOTOPOTO >

IJIOCKOE JINIO, HUBKUHU CKOIIIEHHBIHN JIO0, ® |
KOCOH pa3pes IJ1a3, BEIPpAXKEeHHbIN SIIUKAHT,

NMEIOTCS CBETJIbIE IISITHA HA PAAY>KKE, TOJCThIN
SI3BIK, BBICYHYThIH N30 PTa, HEAOPA3BUThHIE HU3KO
pPacIoJI0KEHHBIE YIITHbIE PAKOBUHBI, HEIPaBUJIbHBIN
pOCT 3y0OB, He3apallleHHe MeKITPeaCEPAHOM
IIEpErOpoAIKHU, IIollepeuHas 60po3/ia Ha JaJI0HHU,
HaOJII0/IaeTCA 3HAUNTEIbHOE OTCTaBaHUE B
YMCTBEHHOM Pa3BUTUU.

O kaxom 3aboaesaHuu udem peusv? C nomMouwbio
Kako2o  memoda = 2eHemuKu  MOXMCHO €20
ycmaHosuma?



IIuToreHern4yeckKkuu

R TR
K» xx M x& u ms
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| Tpucomus mmo 21—u
IIap€ XpOMOCOM  1959r.



Yacrora poxxaeHus ieTen
C XPOMOCOMHBIMU 00JI€3HSIMU
B 3aBHCHMOCTH OT BO3pacTa MaTepu

Boapact matepy, roant

20
25
30
35
40
45
49

Yacrora poxaeHus aeren
¢ 6oaesupio [ayiia ¢ a6oit xpomocoMHol 60a€3HbIO

1:1667 1:526

1:1250 1:476

1:952 1:385

1:378 1:192

1:106 1.66

1:30 1:21

1:12 1:8




TPUCOMMSI )

Heba, YpOJICTBA HA JIUIIE,
IIOHUKEHHAaA
KU3HECIIOCOOHOCTD

Cunzipom I'erorun CuMOTOMBI Yacrora
BCTPEYAEMOCTHU B
%
Knanindenprepa | 44+XXVY=47 | MyX4uHblI, 0,02
KEeHONIOJOOHBIN BU,
YMCTBEHHAasI OTCTAJIOCTD ,
Oecrtogue
[IlepemieBckoro- | 44+X0=45 | KeHIIUHBI, HU3KUH POCT, 0,03
TepHepa IIXUPOKaAd rpyaHad KJIETKaA,
0OeCILIOMHEI
Tpucomus o 44+ XXX=47 | 2JKeHIIIUHBI: IIJIOJOBUTOCTD, 0,12
IIOJIOBBIM C.TIa6OC YMCTBEHHOE
XpOMOCOMAaM 44+XVY =47 | pasBuUTUE ) 0,1
My>KYHHBI: BBICOKUH POCT,
IIOBBIIIIEHHAA
arpecCUBHOCTH
«Bosmubg macte» |47 (B 15 nmape | Hezapacranue tBepaoro 0,0002




CocraByieHHe pOJOCIOBHOU YEI0BEKA U
H3y4deHUe XapaKTepa HacjIel0BaHUsA
[IPHU3HAKA

PoociioBHAA — 3TO CXeMa, OTpasKaroinasd
CBA3U MEX/Y WiIeHaAMHU CEMbU

BriepBbIe 3TOT MeTOo/1 ObLT IPeJioKeH
®. 'astbTOHOM B 1865 roay



IIo3BoJIAET OIpeAe/IUTh TUII HACJIeIOBAHMUA
— JOMUHAHTHBIU UJIN PELECCUBHBIM,
CILIEIJIEHHBIM C II0JIOM HUJIH ayTOCOMHBIM,
TOMO3UTOTHOCTh WJIH T€TEPO3UTOTHOCTD,
BEPOATHOCTD HACJIE/IOBAHUA B IIOKOJIEHUAX

3yueHne HaAUMHAETCs ¢ OOHAPYKEHU S
HOCUTEJIA IIPpU3HaKa - IpobaH/ia




[ [TTpu cocTaBjieHUU
POJAOCIOBHOM
HCIIOJIb3YETCH
omnpeesieHHaA
CHMBOJIHKA,
IIpeaJioKeHHasd
B 1931r. FOcrTom.

-sHebpayHas

3nopoBbe cBA3b

O -XeHumnHa
]

3

~-MyX4mMHa -cH6ChI
On -npobaHa & C% -MOHO3UrOTHbIe
6nmaHeLb
0 “non nenasecTen r#hl l_% -AN3UrOTHbIE
6nuaHeub
A -BbIKMALILW ‘:Ijj ) -66eacnnonnbn7|
— pak
* -MeavuMHCKuit a6opT D':'O ;.ziifﬁé?e
‘ ~MEPTBOPOXAEHHbINA - .
-6oNbHbIe
D—O -6pak .:] O -FreTepo3UroTHLIE
E -HOCUTEeNnu peuec
CWBHOrO reHa
D=O -KPOBHOPOACTBEHHbI DI OI -nuuHo obcne-
6pax c . DOBaHHbIE
O‘D‘O -NOBTOPHLIH Gpak z @ -ymepluve

Puc. 2.1. CUMBONbI, UCNONb3YEMbIE NPYU COCTABACHUY POAOCNOBHOA



AyTOCOMHO-JOMUHAHTHBIU
THUII HaC/IeJOBAaHUSA

[IB Hacrosiee BpeMs onucaHo 0okosio 3000 ayTocomMHO-
JTOMHHAHTHBIX IPU3HAKOB: MOJTUAAKTUINA, OpaXuIaKTUINS,
CUHJAKTUINSA, paHHee 00JIbICEHHE, BECHYIIIKH, O€JIbIN JIOKOH,
CIIOCOOHOCTD CBEPTHIBATH SI3BIK B TPYOOUKY U JIP.

[l AHaau3 npustnaka 8 poO0ocA08HO1l: B POAOCTOBHOM IIPU3HAK
IIOBTOPSIETCA B KaXKJOM IIOKOJIEHUU U BCTPEYAETCS Y JIUI]
MY?KCKOTO U 3K€HCKOT'0 10JIa



IIpru3HaK IpoABIAETCA B KAXKIOM
IIOKOJIEHUH — BEPTUKAJIbHBIN TUII

[Ipr3HAK B PABHOU CTEIIEHU IIPOABJIAETCA Y
MY>KYHH U KEHIIINH

BepoATHOCTH ITPOABJICHUA IIPHU3HAKA
cocraniigeT 50%, 75%, 100%



Pemure 3agauy:

[ITIo pomoc/10BHOI UejIOBEKA YCTaHOBUTE XapaKkTep HacCJIeAOBaAHUA
IIPHU3HAKa « 130THYTHIM MU3HUHEIL», BBIZIEJIEHHOTO [[BETOM
(mOMUHAHTHBIN WJIN PeleCCUBHBIN, CIIeIlJIEH 1IN He CIIEIIEH C
11os10M). PoguTesnb, UMEIOIINN JaHHBIN IPU3HAK, T€TEPO3UTOTEH.
OnpenenunTte reHOTUIILI BCeX IIOTOMKOB B IIEPBOM IIOKOJIEHUU




AyTOCOMHO-JOMUHAHTHBIN

TUII HaC/IeJOBaHU A

mO

Aa

OOH B

Hacnenyembil npu3Hak IOMUHAHTHBIN, HE
CIIeIlJIeH ¢ 110JIoM (ayTOCOMHBIN )
I'eHOTHUIIBI TOTOMKOB 1,3,5,6 — Aa;

2,4 —aa




AyTOCOMHO-penecCuBHbIN
THUII HAC/IeJOBAHU S

I1o ayToOCOMHO-pEIeCCUBHOMY THUILY
HacJeayIOTCA TJIyX0Ta, HeMOTa, aJIbOMHU3M,
Kapuec 3y00B, caXxapHbIH JUAOET, PhIKHE
BOJIOCHI, JIEBOPYKOCTb, CEPIIOBHUIHO-
KJIETOYHAs aHeMUA U APyrue Ipu3HaKu



IIpr3HaK HEe B KaXX10M ITIOKOJICHUH

IIpu3HaK y poauTesien OTCYyTCTBYET, a 'y
IeTEN IIPOABJISAETCS

[Ipr3HaK B paBHOU CTEIIEHU IIPOABJIAETCA Y
MY>KYHH U KEHIITNH

BepoATHOCTS ITPOABJICHUA IIPHU3HAKA
cocraBJisieT 20%, 90%, 100%



I1o pomoCcIOBHOM YeJI0OBEKA YCTAHOBUTE XapaKTeEP
HacJIeJOBAaHUs IPU3HAKA «MaJIEHbKHE IJ1a3a», BbIJIEJIEHHOTO
IIBETOM (IOMUHAHTHBIN UJIH PEIleCCUBHBIN, CIIEIJIEH WU He
clleryieH ¢ mojioM). OnpeeanTe TeHOTUIILI POAUTENIEN U

nmotomkoB F (1, 2, 3, 4, 5)
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1Ak
SRy

O

IIpru3HaK perecCuBHBIN , HE CLEILIEH C II0JIOM

I'enotunsl poauresien: Aa u Aa
I'eHOTHUIIBI IIOTOMKOB: 1, 2 — Aa,

3 — AA i Aa,

4, 5 —aa



HaciepoBaHue npUu3HAKOB

CUEIICHHBIX C
X-XpOMOCOMOU

IIpu3HaKu clienyieHHbIe ¢ X-XPOMOCOMOM:
remopunnsi(A,B), JaIbTOHU3M, MUONNS,
MBbIIIIeUHasA AUCTPOUs, TUMIOIJIA3UA SMaJIl,
OTCYTCTBHE IOTOBBIX KeJIe3 U AP.



IIpr3HaK He B KAXKJ0M IIOKOJIEHUU

IIpu3HaK y pouTesier OTCyTCTBYET, ay JieTen
IIPOSIBJIAETCS

[Ipu3Hak B 00JIbIlIeN CTENEHU IPOSBIISIETC Y
MYyzK4uH (50%), B MeHbIIIeH CTeIIEHU — Y KEHIIUH

(25%)

HaciiemoBaHue 110 CucTeMe «KPHUCC-KPOCC»



O O O

O O O

I1o po10CIOBHOU YEI0BEKA YCTAHOBUTE
XapaKkTep HacJIeJOBaHUs MPHU3HaAKA
(AOMUHAHTHBIN WUJIN PelleCCUBHBIN,
ClieIlJIEH WJIN He ClIeIIEH C II0JIOM),
TeHOTHUIIBI poauTesien uaeren F u F,




O O O

IIpu3HaK penecCuBHBIN, CIENJIEH C II0JI0M,
JIOKAJIN30BaH B X-XpOMOCOME

lenoTHIBI popuTenei: X4, X
Fenorumsl etedt F : oX*X?, OXAY

Fenorunsl gereidt F, @ XX unm XAX3,

d(ay : X‘;AXA , é{ay




HacnepmoBaHue mpu3HAKOB
CUEIIEHHBIX C
Y-xpomocomou

[Ipu3HaKH ClieIJIEHHEBIE C Y-XPOMOCOMOM:
TUIIEPTPUX03, UXTHUO3, IIEPEITIOHKHN MEXK/LY
IajbllaMM U JIpyTHE IPU3HAKU



IIpr3HaK B KaK/10M IIOKOJIEHUU

[Ipr3HaK NPOABJIAETCA TOJIbKO Y MY>KUHUH,
TOJIAHAPUYECKHUU THUII HACJIeJOBAHUA

BepoATHOCTH HAC/IEIOBAHUA IIPU3HAKA Y
MaJIbUUKOB 100%



[ eHeTn4ecKknn NpuUHUKMN Knaccugukaumm
HacrneacTBeHHbIX 3aboneBaHni

" AyTOCOMHO-AOMMUHAHTHbIE,

" AyTOCOMHO-peLieCCUBHbIE,

v’ X-cuensieHHble JOMUHAHTHbIE,

v’ X-cuenrneHHble peueCcCUBHbLIE,
v’Y-cuenreHHble (ronaHgpunyeckue),

v’ MutoxoHapuarnbHble.

(1 OTHeceHue OOMNe3HU K TOU U NHOM rpyrnne nomoraetr
Bpa4vyy COPUEHTUPOBATLCA OTHOCUTENIbHO CUTyaLuu B
ceMbe N onpeaennTb BUA MeAUKO- FreHeTUYECKOU MOMOLLN.



bBJn3HEeIoOBbIN

METO/I

M3y4yeHune (peHOTHUIIA U TEHOTHUIIA
OJIN3HENOB JIJ1S1 OIIpeJieIeHUsI CTelleH!
BJNAHUS CPeibl Ha pa3BUTHE PA3JIUUYHbIX
IIPU3HAKOB




ban3HenmoBbIN

MEeTO[,

AnuekneTka CnepmaTosoug

& Jn & SNG4
\\~Tr_6;;OAOTBODeHMe \\~Tr—‘::OHHOAOTBODQHM;t?fI—”’

2n e 3urorta
Qe

3apoabiLu “- 4 — 3apoapiw —

l

Bnn3Heub|pa3HoaﬁueBue

BnausHeubl ogHoOSsILEBbIE
(reHeTn4yecKu NAEHTUYHbIE)




IIpyuMepbl KOHKOPAAHTHOCTH

( cxoACTBa) MO HEKOTOPHIM
IMpU3HAKaM y OJITM3HeI0B B %

IIpusHaku MOHO3UTOTHBIE JAN3UTrOTHLBIE
OJIN3HEeIbI OJIN3HEIbI
(omHOMANIIEBBIE) (pa3HosIIEBbHIE)
IIBeT ry1a3, BoJIoC 99,5 28
ITanunndapHble ITUHUA 92 40
CaxapHbIi muaber 84 37
PeBmaTnsm 47,3 23
[IIn3odpenusn 67 12,1
ONNJIEIICUA 60,8 12,3
YMcCTBEHHAS OTCTAJIOCTD 97 37
Bposk/ieHHBIN BBIBUX Oepa 41,4 2,8

OI_IeHI/ITe POJIb HACJIEACTBEHHOCTHU B PA3BUTHU CaXapHOT'O ,I[I/Ia6eTa




M 3yueHne XxapakTepa OMOXUMHNYECKHX
peaknuii 1 oOMeHa BellecTB JJIs
yCTaHOBJIEHUA HOCUTEILCTBA aHOMAaJIbLHOT'O
reHa WJIN YTOYHEeHUs JuarHos3a

3aboJieBaHus ¢ HapyllleHneM oOMeHa
BEIECTB COCTABJISAIOT 3HAUUTEIbHYIO YaCTh
FeHHOU HacJIeICTBEHHOU IaTOJIOTUH



O0bexkTaMu OMOXUMUYECKOU JTUarHOCTUKHU
MOTYT OBITh MOUa, IIOT, CBIBOPOTKA U IlJIa3Ma
KpOBU, (pOpMeHHbIE 3JIEMEHThI KpOBH U T.JI.

CaxapHbIl Aua0eT, PeHUIKETOHYPUA
(HapyimeHue ooMeHa (peHnIaIaHUHA),
rajakTo3eMus (HapyIlieHue YCBOEHUA
MOJIOYHOTO caxapa)



_|®enunkeronypusa (PKY) — 3abosieBaHue,
CBsI3aHHOE C HapyllleHrneM oOMeHa BellecTB (B), U
aTbOMHMN3M (a) HacJaeayIOTCs y UejIoBeKa KakK
pellecCUBHbIE ayTOCOMHBIE HeCIleILJIEHHBIE
IIpu3HaKu. B cembe oTel] — aibOMHOC 1 00JIEH
OKY, a maTh MreTepo3uroTHa 110 3TUM IreHaM.
CocraBbTe cXeMy pellleHus 3azaun. Onpesienure
IreHOTHUIIbI poauTesiel, GeHOTUIIbI U T€HOTHUIILI
BO3MOKHOTO IIOTOMCTBA M BEPOSITHOCTD POKIAEHUA
neTen-aIbOMHOCOB, He cTpaganiux OKY



A — HopMa P: 9 AaBB X O aaBB

a — aJIbOMHU3M G
B — HeT OKY ‘

B — OKY :
F AaBB: AABB: aaBB : aaBB

P: © AaBs
F _ 9 ] HOp. HOp. HOp. PKY  anpb.HOp. anpbd.OKY

o aaBB




1) T'emotunsl poauteaei: math — AaBB (rameTsl
AB, As, aB, aB), orer; — aaBB (rameTnl aB)

2) I'eHOTHUIBI BO3MOKHOTO IIOTOMCTBA:
AaBB — HOpMa IO ABYM IIpU3HaKaM
AaBB — HOpMa, PKY
aaBB — aspOuHN3M, HeT OKY
aaBB — ayibOHU3M, PKY

3) AsibOuHOCHI, He crpagaioiue OKY — aaBs

COCTaBJISIIOT 25 %



Cnnacu00 3a BHUMaHUeE.
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CTpoeHue KneToK KoXuubl nyka.

C HIKHEM ITOBEPXHOCTH YEIIYH JTyKa
MMAHIIETOM CHUMUTE HEOOIBIIION
KYCOYEK IMPO3PAYHOUN KOKHIIBI U
TIOJIOKUTE €ro0 Ha KaIlJIk0 pacTBOpaA
Hoja.

PacrnipaBbTe KOXUIY PENAPOBAIBHOM
unio. Hakpouite mpenapar

IMOKPOBHBIM CTCKJIOM U YAAJIUTC
HU3JIMIIKH BJIATr'A.

PaccMotpure npenapar noj
MMKPOCKOTIOM.

Haliaurte B KJI€TKaxX KJIETOUYHYIO
000JI04KY, IUTOILIa3MY, SIPO,
BAKYOJIb C KJIETOYHBIM COKOM.

3anuwume 6 mempaou xo0 pabomawl u
3apucytime npenapam




Puc. MuTo3 B KJIeTKaX KOHUYNKA KOPeIlKa
JIyKa: a — uHTepdasa; 0 — npodasa; B —

MeTadasa; r — aHadasa; Ji, € — pPaHHAA U
MO3IHAA Tes10(Pa3bl

Paccmompume 2omosblit Mukponpenapam.
Haiidume xpomocombwt. B kakoil cmaduu mumo3sa
AyuuLe 8ce20 8UOHBL XPOMOCOMDL.



