I enemuka uenoeexka

HeyaobctBo (discomfort) uccnepoBaHus (research,
study):

-y YenoBeka 00mnbLIOE KOSIMYECTBO XPOMOCOM;

- HEBO3MOXHO 3KCMepuMeHTarnbHOoe CKpellumBaHue;

- no3gHo (late)HacTtynaet (Comes) nornosaa 3pefiocTb
(puberty);

- Marioe 4mcno notToMkoB (Descendant, progeny, offspring)
B K&)XOOWN CEMbE;

- HEBO3MOXHO ypaBHMBaHUE (compensa
YCITOBUW XU3HW 4519 NOTOMCTBA. %g%% gﬁi ﬁﬁ %E%E
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HeynobcTBo — discomfort,
discommode.

JKCNepuMeHT — experiment

3penocTb — nubility, maturity




[eHeanozu4yeckut memod — (Genealogical method)
MemoO cocmaerneHusi pooocriosHbix (pedigree). s
ebisierieHus (ldentification of) muna HacrniedogaHus.
(FanbmoH,18652.).

Tunbl HacrieOoeaHUA:

e AYyTOCOMHO-AOMUWHAHTHbLIU TUN
e AYTOCOMHO-peLeCcCUBHbLIU TUN
e X-cuenneHHbIU AOMUHAHTHbIU
e X-cuenrneHHbIU peLueCCUBHbLIN

e Y-cuenrfieHHoOe



PopnocnoBHas — pedigree, bloodline,

genealnsv

L]

d Myxuuna

Hern-
Gnu3ey
{MoHO3UIOTHE,
oxHoARueBLIe)

Bes nernasti
6pax

Bpak mexny
porcreeHHHKaMu

Brebpawman

CBA3b

IIpennonaracunie
HOCHTENU
GoNe3Hu

Bonstinie
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npa6a4 [npane{ |[npa6ad|npapet [npa6ad{ |npape{ [MpaGaq|npane-
Oywka| [aywka| |6ywka||aywka| |6ywka| [gywka| |[6ywka| [mywka
6abywka AenaylKa babywka AenylKa
MaThb oTey

MaTepUHCKaA NUHUA OTUOECKAA JIUHUA




family tree




e xh _ remodounnns (XH - HOpMa)
= xd _ OanbTOHN3M (XD- HopMma)
- XS - TEMHbIE 3yObl (XS - Hopma)

yg - rmnepTpuxos (Y - Hopma)

i NnepenoHKn mexay
y nansuamm Hor (Y - Hopma)




Hacaegoranue

Mosnoressoe

/

AvyTocoMHOE

N

[Tomurennoe

JoMunanTHOE

Penreccuenoe




AyTOCOMHO-4OMMWHAHTHbLIU TUN:

* [lpn3Hak NpocrexmnBaeTcs B KaXXO0M MOKOSTIEHUMN.

« KornunyectBo 60MnbHbLIX U 300POBbLIX MPUMEPHO ONHAKOBOE
(1:1).

« 3aboneBaHne ogNHaKOBO NepenaeTcs OT MY>XXHUMH U XKEHLLNH.

« Ecnupgetny bonbHbIX poanTeENen poxaatoTcs 340pPoBkLIe, TO

X OEeTUN TOXEe 300POB

NMpun ycnoeun

NMOJIHOIoO O

AOMUHMPOBAHMUS. B Ten 0 &L BO
O OUOO

* HacsriemyeMbIn NpuU3HAK MOMUHAHTHBIH,
He CIIETIJIEH C TT0JIOM
* 'eroTune! noTomkoB 1,3,5,6 — Aa;
2,4 —aa




HopManbHble NPU3HaKM:
« Kypyasble BONoch!

* fHAmouka (dimple) Ha nogbopoake (chin)
* [lpaBopykocTh (Right-handedness).

« MHoronanocTtb
« bpaxngaktnnua (yKopoyeHHble nanbl
« bnunsopykocTb (myopia).




AyTOCOMHO — peLeCCUBHbIU TUN:

He B KaXkaomM NOKONeHnn NPOABIIAETCA.

Ecnun oba poautens 300poBbl, HO ABASKOTCS HOCUTENAMMU
NaToNOrM4yecKkoro reHa, To pebeHoK BO3MOXXHO byaet 6oreH
(y oeten 25% BEpOATHOCTb).
[TposaBnaeTcsl B paBHOW CTENEHU Y MaNbYMKOB U JEBOYEK.
Ecnun oba poautensa 60onbHbI, TO BCe OAeTn ByayT poXXaaTbCA C

TaKkou Xe naTtonornen.

Ecnu oanH pogutens DOMeEH, a BTOPOW SIBMAETCA HOCUTESNEM
TaKoro reHa, To BEPOATHOCTb POXAEHUA ODOSIbHOIo pedbeHkKa

cocTaBndeTr 50%
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HopmManbHble NpU3HaKu:

« (CBeTrble BONOCHI

« [onyOble rnasa

* JleBopyKocCTb (Left-handedness)

[TaTonornyeckmne NnpU3HaKkum:

* [nyxoHemoTa (Deaf-mute)

« CaxapHbi gnabet (diabetes)
 [anakTto3emus (Galactosemia)




CuenneHHbIU ¢ X — XpOMOCOMOM,

OOMUHAHTHbLINU:

« MoryT nopaxartbcda 0ba rnosa, Ho XXeHLLUNHbI B 2 pasa
yale.

* Ecnun 6oneH oTel, To OH MOXeT nepeaaTb OONbHOWU reH
TONbKO CBOUM A04YEPSIM, NMOTOMY UYTO CbIHOBbS OT HETO
nony4yatoT Y-XpoMOCOoMmY.

 EcnunnpusHaky )KeHLLI,I/IHbI TO HacneuyroT nmodo Bce geTun
(MaTb roMO3UroTHa), Ny=- —-—-—"="~ '~~~
reTepo3uroTHa), 6es ot ! -

I é‘;l




 KopnyHeBas amanb 3y6oB(Brown
enamel of teeth)

O-o06pasHble HOru U Paxutuueckan rpyaHas  KsagpatHaa dopma
«JIArywaymm xueoT» KNeTKa roN0Bbl NPU paxure
(kudo3) npu paxute




CuenrfneHHbIN € X — XpOMOCOMOMU

peuecCUBHbLIN:

* borbHON pebeHoK MOXET poaAnTbCA 'y PEHOTUMNYECKN
300POBbIX poauUTENEWN.

« Yaule Bcero 60netoT My>X4YnHbl, a XXEHLLNHbI ABMSAIOTCA
HOocUTeNbHMLAaMKM DONMBHOIO reHa.

« BepoaTHOCTb poxaeHnst 60nbHOro pebeHkKa y XXeHLMHbI-
HOCUTENbHWULbLI COCTaBNSAET 25%, ecnu pedb MOET O

Manb4YnKax, TO oHa noBbillaeTcd Ao 50%.
o I'emocbvmvm, AaNLkTOHURM . MKITTIAUHASA nucTtnochua

(Muscular dystrog l (

L3

1l




CuenneHHoe C Y- XpOMOCOMOW

(ronaHapuyeckoe):
OT oTua K CbIHOBbLSAM.
[ MNepTpunxo3 - Hypertrichosis (BONocaTocTb YLLIEN).




On peaesrinte Tmn HacriegoBaHus

Ye10BHbIE 0003HAIEHHA

. O O — >KeHIIHHA
5 1© o | 63 4 — MysiHHA
66i7 ; ? O —Opax

19 L — JA€TH OAHOr 0 OpaKa

‘ — MPOSIBJIeHHE
2 2 . ’ HCCTIENYeMOT0 NPH3HAaKa




On peaesrinte Tmn HacriegoBaHus




Onpeaenute TMN HacnegoBaHUSA, FreHO
TUn npobaHaa
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OnpepnenuTte TMN HacrnegoBaHUA NPU3Ha
Ka, nosicHuTe. Onpepennte reHOTUNbLI 4Yne
HoB pogocrioBHon Ne 1, 2, 3, 4.
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brusHeuyoebIlU Memoad - U3y4yeHue
2eHemu4ecKux 3aKoHoMepHocmeu Ha

b6riu3Heuax. (Twin method)
(FanbmoH, 18762.).

ErusHeubl — OAHOBPEMEHHO poauBLLMeca AeTu (At
the same time, together).

MoHo3uzomHsbie (Monozygotic , OOHQgLILILRKIE) —
reHeTUYECKM NOEHTUYHbI, BCeraa oa.

JlusuzomHable (Dizvaotic . ba3zHosuueable) — MOrvVT



1 anuexknerka
1 cnepmaro3ong
2 ANUEKNeTKH

4 4 2 cnepmarosonga

Ta xe caman
nnuexTa

MeLlKu

OpHosnueebie GnusHelbl PasHosaunuesbie 6nusHeubl









KoHkopaaHTHOCTL — OonbLiasd CTeMNeHb
cxoactBa (similarity, likeness, analogy) no
MHOIMM Npu3HaKkam y MOHO3UIOTHbIX

OrnnM3HeLuoBs.




IdnckopaaHTHOCTb — HE CXOACTBO NO MHOIMMM
NpuU3HaKam, xapakTepHo Ans AN3UTroTHbIX
Onn3Heuos.




KoHKopAaHTHOCTbL, %
[pn3aHaku MoHo3urotHble | [Ou3nroTHble
onu3Heybl Onu3Heusbl
HopmanbHbie
pynna kposu (ABO) 100 46
_IBeT rnas 99,5 28
_|BeT BONOC 97 23
[laTonorn4yeckune
KoconanocTtb ", 3
"3aa4ba rydoa" 33 5
bpoHxnanbHas actma 19 4.8
Kopb 08 94
Tybepkynes 37 19
Inunencus 67 3
LLInzocppeHuns 70 13




LlumoeceHemu4yeckuu memoad (Cytogenetic
method) oCHOBaH Ha U3y4eHUn XpOMOCOM
4yenoBeKa B HOpMe U Npu NaTorornm.

i
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e MeToa KapuotTunupoBaHuA (Karyotyping).
CuHpgpom [layHa — TpucomMmus no 21 nape
XpOMOCOM, Kapuotun 47, XX unm XY, 21+.

CunHpgpowm lNaTay — Tpucomuna no 13 nape
XPOMOCOM, Kapuotun 47, XX unmn XY, 13+.

CvHpgpom daBappaca — TpmcomMmums no 18
XpoMocoMe, Kapuotun 47, XX unm XY, 18+.

CuHOpoM Kollaybero Kpuka - KapuoTtun 46
XX nnn XY, 5p-.



AMHUOTUYECKanA (okononnoaHas)

oty BanTre npobu W= ot
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CuHgpom [JayHa — ogHa 13 camblX
4acCTO BCTPEYaILLMNXCA XPOMOCOMHbIX
bornesHen (1:774).

[TpoaomKMUTENbLHOCTL XN3HK bonee 50
net. MHorve noan ¢ JaHHbIM
CUHOPOMOM BCTYyMNarT B Bpaku.

BONbLWMHCTBO MY>XXYMH C CUHOPOMOM
[ayHa 6becnnogHsbl.

50 % XeHLwmH ¢ cuHgpomom [layHa
MOryT UMETb OETEMN.

35-50 % peten, poXXOEHHbLIX OT MaTepen
c cuHgpomom [ayHa, poxaatoTcs C
cuHgpomom [ayHa vnun gpyrmmm
OTKITOHEHUSIMW.

CrnbaTenbHble CKNnagkn Ha nagoHu
N MU3NHLE Y HOPManbHOro Yenoeeka
(1) n 6onbHoro ¢ cuHgpomom [dayHa (2)



buoxumuyeckuli Memoo - (Biochemical
method) 0aem obHapyxums (Detect, find)
HapyweHus (defection) 8 obmeHe geuiecms,
8bI38aHHbIE USMEHEHUEM 2eHO08 U, KaK
crieocmeue, UsMeHeHUeM akmusHocmu
pasuyHbIX gpepMeHmMos.

bone3Hu:

* YrneBogHoOro obmeHa (caxapHbin gnaber,
ranakTo3emMus);

« (ObmeHa aMUHOKUCNOT (PEHMNNKETOHYPUS);
* Jlnnnpos (bone3Hb Tea-Cakca);
 MwuHepanos u gp.



Buoxmmuyeckuin meton

Normal red blood cell Sickled red blood cell
1 2 3 4 5 a 7 A
HbA: Ban—Iuc-Nlein~Tpe~lNpo—Tay=ny=J/lus.

HbS : Ban—=Iuwc—-Jlea~Tpe~lpo—Ban-Mny-Jius,






BUOXUMUNYECKUIA MeTo/, —

U3yveHue cocTaBa BHYTPeHHUX cpepj opraHusma
(rpynnbl KpOBU, CbIBOPOTO4HbIE Geslku U T.4,) C Liefbio
onpegesieHUs MecTa U xapakrepa MyTauui

CepnoBupgHo-
K/ieToyHas aHeMus

N Ban-ruc-nei-Tpe-npo-rayTaMuHoBas K.-Iny-ns-..

* Ba/l-rnc-neii-tpe-npo-BasnH-rny-nms-..

B

Puc. 68. [Topaxcenue 3pumpoyumos npu cepnosudnolt anemuu: A — 3dopoesie
spumpoyumsi; B — apumpoyumot npu 3a00re8anuu



