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TUNblI HAacneaoBaHMs y YenoBeka



[[eHeTUKa YenoBeKa U meauULMHCKasA
reHeTukKa. nnpeamMmeT mn 3agayiu

 MeduuyuHckasi ceHemuka — 3mo Hayka o
3aKOHOMEPHOCMSIX Hacrie0oeaHuUs U
Uu3MeH4usocmu rnamosio2u4ecKkux
MPU3HaK08 YerioeeKa



* C reHeTM4yecKkon TOHYKKN 3peHunst ece 6oJsies-
HU 8 3aeucuMocmu om omHocumersb-
HOU 3Ha4YUMOCMU Hacs1e0CMeeHHbIX U
cpedoesbix haKkmopoes B UX PasBUTUM
MOXHO pa3gennTb Ha 3 rpynnbi:

— HacrneacTBeHHble DoNes3Hu,

— OonesHun c HacneacTBeHHOM
npeapacnorioXeHHOCTbIO,

— HeHacnencTBeHHble bone3Hu



&

CooTHOocuTenbHas posb
reHeTn4yeckux (G) n
cpenoBbix (E) dhakTopoB
B pa3BuUTUU 6onesHen
yenoBeka:

1 — HacneacTBEHHbIe
oones3Hu;

2 — bone3Hu ¢
HacneacTBeHHOU
npenpacnofioXXeHHOCTbIO;

_, 3 — HeHacneacTBeHHble
bonesHu



e OCHOBHbIe 3adavyu Mmed2eHemuKu:

— 3awuma 4yeriogeka om rospex0eHusi
HacriedcmeeHHo20 Mamepuara U pa3sumus
HacrieocmeeHHbIx bosie3Heu

— U3y4YeHue HacrieOcmeeHHbIx boresHeu u
CUHOpOMO8, pa3pabomka memooos ux
rnpoguiakmuku, ouazHOCMuUKU U Jie4eHUs!

— U3y4eHue posu HacriedcmeeHHOCMU U CcpeOokl
8 pa3sumuu HeHacsieOcmeeHHoU rnamosio2uu



 MeanumHcKkaa reHeTuka aBnsaeTcs
pa3fgesyioMm reHetTukm 4es@ioeeka M B
HaCTOdALWlEee BpeEMA Nnoapa3nesidetca Ha
MHOI'me oTpacrin.
— UMMYHOreHeTHKa
— HEUpoOreHeTUKa
— reHeTUKa COMaTU4YeCKUX KIEeTOK
— 3Konornyeckas reHeTuka
— paguauuoHHasa reHeTUKa n ap.



OCcoOeHHOCTU reHeTUKM YyenoBekKa

HeBO3MOXHOCTb IKCMNMEepMMeEHTAalribHbIX 6paKOB,
NMNPON3BOJIBHOIO CKpeLnBaHUA

Manoe 4yncrno aeten B ceMbsiX

OTHOCUTENBLHO NPOAOITKUTENBHLIN Nepunoa
XXU3HU (Bpad MOXeT HabnwogaTtb TONbKo 2-3
NOKOSIeHNS)

bonbluoe reHeTn4Yeckoe pasHoobpasmne nogen
bonbLioe Yncno XxpomMocom
OTCyTCTBME FOMO3UIOTHbLIX JIMHUN ...



B reHeTuke 4yenoBeka LLHWPOKO NMPUMEHAKOT-
CA TaKme MeTodbil.
— NonNynAUNOHHO-CTAaTUCTUYECKUN
— reHeanorn4yeckmm
— MeTo[ TKaHeBbIX KynbTyp
— UNTOreHETUYECKUI
— BroxXxmmmyecknm
— Onn3HeLuoBbIN
— gepmartornndpunyeckmin



UcTopusa reHeTUKN YernoBeKa

* YCNexXn reHeTUKN YernoBeKka TECHO CBA3aHbI C
pa3BnUTNEM BCEX Pa3nesioB reHETUKHA

 [lepBble cBegeHUA 0 nepegayvye HacrneacTBeEHHOM
naTosfiornm y YerioBeka cogepxarca B Tanmyge
(4 BEK 40 H.3.), B KOTOPOM YKa3aHO Ha
OMacHOCTb OOpe3aHus KpanHen NfoTn y
HOBOPOXOEHHbLIX MarbYnMKOB, cTapLune dbpartbs
KOTOPbIX UNn Os4u rno MaTtepPUHCKON NUHNN
CTpagaloT KpoBOTEYEHUEM
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[eHOTUN K (peHOTUN
(TPaAMUMOHHBLIN B3rnNsAa)

e [eHOMumM - COBOKYNHOCMb 2eHO8 OaHHO20
opz2aHu3ma. YacTto nog reHOTUNOM NOHUMAOT

OAOHY UJTN HECKOJIbKO rap ariJjieJibHbIX reHOB,

KOTOPbIE OTBEYHAIOT 3a OANH N TOT XeE NPU3HaAK

o PeHOMUI - COBOKYNMHOCMb MPU3HAaKO8
daHHO20 opaaHu3ma, deHOTUN PoPMUNPYETCH B
pesynbrarte B3aMMoOaencTBMUA reHoTuna C

BHELLUHen cpenou

FTEHOTWUN

Cpena

>

OEHOTUIN
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B3anmoaoencreue reHoOB U
KIinacCnyeckue Tunbl
Hacrie4oBaHUA Y YernoBeka



o MeHpgensa npupoaa
HacreaACTBEHHOCTU Oblina 3aragkou

e OCHOBHbIE 3aKOHOMEPHOCTH
HacrnegoBaHUA Obinn
oTKpbIThI I'. MeHpenem u
cdopmynunposaHsl M B 1865
r. B pabote «Oribimbi Hao
pacmumersibHbIMU
aubpudamu»

e DTN 3aKOHbI ObINN
nepeoTkpbITbl B 1900 r.
I. e Ppusom,

K. KoppeHcom

3. Hepmakom. perop MeHaenb
(1822-1884) 13




UTO Takoe MeHgenupyruine
NPU3HaKN?

 MeHOenupyrowue rmpu3HaKu — 3mo
rpu3HaKku, nooYyuHsrWUecs1 OCHOBHbIM
3aKoHaMm Hacriedo8aHUus, ycmaHo8/1eHHbIM
[. MeHOenem

 BceM aykapuoTU4eCKUM OpraHmM3amam
npucyLwm otkpbiTole . MeHaoenem obwine
3aKOHOMEpPHOCTU HacnegoBaHUA NMPU3HaKOB
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OCHOBHbIE MOHATUA U TePMUHDLI

rTeHeTUuKu

 [NaBHbIN NnocTynar
MeHpens: Ka>xobiU rpu3Hak
oripeodesisemcsi napou
HacJsie0CmMeeHHbIX
3adamkoe (asnesibHbIX
2eHoe)

e AnnenbHble reHbl
HaxXoOAaATCS B OAUHAKOBbIX
FIOKyCaxX roMosiorm4HbIX
XPOMOCOM U KOOUPYIOT
OOMH UM TOT XXe NPU3HaK

AnnenbHble
reHbl

AnnenbHble
reHbl

\_y_/

[omMornornyHas napa



AA aa

%a
Ocobun ¢ ognHakoBbIMU annenbHbIMU Oco0b, nmetLas pasHble
reHamm romo3mroTHbI nNo p,aHHomy an3|-|aKy arnelribHble NreHbl —

rerepo3uroTa
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[JOMMHaHTHbLIE N peluecCUBHbLIE
NPU3HaKu (reHbl)

» [. MeHOerb 88er1 noHImMus
OOMUHaHMHbIX U peyeccueHbIX
rnpu3Hakoe (2eHoe)

 Annenb, onpeaenarowmn eHoTun
reTepo3nroTbl - AOMUHaAHTHbIMN.
Hanpumep, reH A B retepo3urote Aa.

 [lpyron annenb, HE NPOSABNAIOLLNN CeDSA Yy
reTepo3nroTbl — peuecCuBHbLIN (a).
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1.

OCHOBHbIe 3aKOHbI HacreagoBaHUSA
npu3HakoB no MeHgento

3aKoH eguHoOOOpa3usa rmnopuaos
nepBOro NOKOJIeHUs

P:. AA x aa

6 ® @
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2. 3aKOH pacLiensieHus Ha
deHOoTUNNYECKMe Knaccbl ruopuaos
BTOpoOro nokoneHwus. pu ckpewmsaHnn
rmopunaoB NepBoOro NOKONEHNA Mexay
cobon (T.e. reTepo3nroTHbIX ocobewn)
nony4vyaeTcsa crneayrLwmnn pesynerar

P(F,): Aa X Aa

o A® @IE

F,: AA, Aa, Aa, aa

PacwenneHue no reHotuny: 1AA:2Aa:1aa no c¢geHoTuny: 3:1 o



3aKOH
He3aBUCUMOroO
KOMOUHMpPOBaAHUSA
reHoB. [1pw
aNrmopuaHom
CKpeLUBaHNU
Kaxkgas rnapa
NPN3HaKOB B
NOTOMCTBE AaeT
paculiensieHme
He3aBUCUMO OT

[pyron napsi. e

9:3:3:1 = (3:1)? AurnépmnaHoe ckpewmBaHue




nnortesa «4YNCTOTbI rameT»

« [Ins oObACHeHNA pe3ynLTaTtoB
CKpeLwmBaHus, npoBeaeHHoro [
MeHgenewm, Yunbsam batcoH (1902 r.)
NpeanoXun runoTesy «4YUCToTbl
rameT»:

— napa annenbHbIX reHOoB,
onpegensawoLwas ToT NN NHOW
Npu3Hak:

a) HUKorga He CMeLUNBaETCS;

6) B npouecce rameToreHesa
pacxoguTca B pasHble raMeThl, TO
eCTb B KaXayl U3 HUX nonagaet
OAWH reH 13 anrnenbHoOu napsl

 LuTtonoruyecku 3to obecneynBaeTcs
MeWO30M: ansesfibHble reHbl nexar B
rOMOSOMMYHbIX XPOMOCOMAaX, KOTOPbIE B
aHadhase Menosa pacxogdaTcs K pasHbiM
noncam 1 nonagaroT B pasHblie raMeThl

W alisge,
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e [lepeparoTca He NPU3HaKWY, a
HacnencTBeHHble PaKTOpPbl — reHbl

* Pe3ynbtatom coegnHeEHNA OBYX NOMNOBbIX
KIETOK Npn OnroaoTBOPEHNN SABNAETCSH
doopmMupoBaHMe opraHmama ¢ reHoTUNnom —
KOTOPbLIN ABNAETCA HEe MPOCTON CYMMOM,
a CJI0OXXHOW CUCTEMON
B3aMMO4EeUCTBYIOLNX FeHOB
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MexaHn3m B3anmMmoaencTBUSA
reHoB

« B3anmogencresme reHoB UMeET DMOXUMUYECKYIO
OCHOBY

* [ eHbl HENOCPEeaCTBEHHO He B3aUMOOEUCTBYIOT
Mexay cobou (3a NCKNYEHUEM CrlyvaeB
KOHbIOrauum m KpoOCCMHrosepa)

e BzanmMoaeuncreue reHoB — 3TO
B3aMmogencTeme nNnpoayKToB reHOB B
umtonnasme. IMeHHO 3TO onpedenser
doopmMmpoBaHune npusHaka.

23



'EH 1 'EH 2

| |

MPHK nPHK

Benok 1 benok 2

MPU3HAK




* Co BpemeH MeHaens 661510 0OHapy»XeHO MHOro
HOBbIX TEHETUYECKNX 3aKOHOMEPHOCTEWN
HacriegoBaHUs NPU3HaKOB

* DTN 3aKOHOMEPHOCTU OTHOCHAT K
HeMeHAOerieBCKOU reHeTUKe, NOCKONbKY MHOrme
dakTbl HE MOryT ObITb OOBSICHEHLI TOMNBKO Ha
OocHoOBe 3akoHoB MeHaens

« OoHako MHOrme oCob6eHHOCTU HacneaoBaHUSA
MOryT ObITb 00OBbSACHEHbI B3auuMOoAeUCTBUEM
reHoB, T.€. OHOBPEMEHHbIM JEUCTBMEM Ha
pasfnyHble NPU3HAKNU HECKOSbKUX MEHOB.

25



Tunbl B3aMnMoaencTBUA reHoB

* Bce Tvnbl HacnegoBaHUA — 3TO pesynbTaT
B3anMoOeuCTBUA reHoB

e [eHbl ObIBAIOT:

— annenbHble (HaXoOATCA B OQMHAKOBbIX
NTOKyCcax roMOJIOrMYHbIX XPOMOCOM)

— HeannernbHble (HAXOOATCS B Pa3HbIX NOKycax
OMOJTOMMYHBIX XPOMOCOM U B Pa3HbIX
XpomMocomax)
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A Ia <= AnnesnbHbIe reHbl

<¢== HeannenbHble reHbl

o |l
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[ B3anmoaencrtBue reHoB J

F A

[ AnnenbHbIX reHOB } { HeannenbHbIX reHOB J

1. MonHoe AOMUHMpPOBaHUE 1. KomnnemMeHTapHOCTb
Ai— @

2. HenonHoe AOMUHUpPOBaHUE

A + B — lNpusHak

A - QO 2. 9nucras
5\
3. KogomuHuposaHue E”/“,% — Mpu3sHak

A|B A
ME— @4,
3. Monumepusn

C+[+E — lNpusHak

4. CBepxaoMmnHupoBaHue
Aa >

5. AnnenbHoOe UCKITIoYeHue 4. 3hdeKT nonoxeHus
28



* [lonHoe AOMUHUpPOBaHMUE -
OOWVH anrernb reHa B retepo3nroTe
NMOSTHOCTbLIO CKPbIBAET NPUCYTCTBUE
BTOpPOro annens (oauH n3 aByx
B3anMOOeNCTBYOLWNX PepMEHTOB n
3HaA4YNTENbBbHO aKkTnBHeE). IMEHHO A
No3ToMy Bce rmbpuabl NepBoOro
NOKONeHnsa eanHoodbpasHbl U No
doeHoTUNY K NO reHoTUny.
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HenonHoe ooMmuHUpoBaHue

» HenosiHoe OoMuUHUpoOB8aHUe CBA3aHO

C NPOMEXYTOYHbIM MPOSABNEHNEM
NpuU3HaKa rnpu retTepo3nroTHOM AA
cocTtosHuM annenen (Aa).

Mo Tnny HenosiHoro AOMMHNMPOBaAHUA Y
YyeJioBEeKa HacJieayrTcA

— BEMIMYMHA HOCE e————

— BbINYKIIOCTb ry6

— pas3mMmepbl pTa 1 rnas Aa'l
— paccTosiHMe MeXAay rnasamu...

HenonHoe goMnHupoBaHue
NpPosABNAETCA BO MHOIMMX NMpu3sHakax u

TexX crnyyasx, korga
B3anMO4eNCTBYOLWME PEPMEHTHI
He3Ha4YNTEeSIbHO OTNMYaKTCS NO CBOEU

aKTUBHOCTU
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KoaoMunHupoBaHue

e KoOOMUHUpoOBaHUe — 3TO TaKoe
B3aMMOOENCTBUE anrerbHbIX FeHOB, NMpw
KOTOPOM B reTepo3nUroTHOM COCTOSIHUM
oKasblBaloTCs U paboTatoT BMecTe ABa
ONOMWHAHTHbIX reHa OAHOBPEMEHHO, TO
eCTb KaXkabl annenb JeTEPMUHNPYET
CBOW NMpuU3Hak
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[ pynnbl KpoBu B cucteme ABO

* @A
| - IB—>‘ B
|°—>‘

A>0

B>0

AnnernbHble 2eHbl, onpedensnuue
epynribl Kposu, Haxo0simcsi 8 deesimoli

nape XpoMOCOM YerioBeka

1V

1°1° | 1AIA | IBIB
IA10 | IBI°

A8

A IP

A

B

IV rpynna kpoBu

Jltogu ¢ yeTBepTOU rpynnom
KpOBU - Npumep

KOOAOMNHUPOBaAHNA 30



[ pynnbl KpoBu cuctemsl MN

« C pa3BUTUEM METOOOB rEHETUYECKOIo
aHanu3a Ha ypoBHe 6ernkoB y YeroBeka
ObIN10 OTKPbITO MHOXECTBO NPUMEPOB
KOAOMWUHMPOBAaHUS

 ['pynnbl kpoBu cuctembl MN — elle oauH
npumep
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MM

MM

MM

NN

%Q_ Qg

NN

NN

MN

MN

B cembsax xe, roe pogutenu
nmetoT rpynnel Kposn M n N,
y BCeX eTen rpynna Kposu

— MN, npuyem oba
JOMUHaAHTHbIX annena M un N

YHKUNOHNPYIOT BMECTE




MHOXXecTBeHHbIN aniennim

« HacnenoBaHue no Tuny KOAOMUHUPOBaHUA
TECHO CBs3aHO C NpobnemMon MHOXXeCTBeHHOro
annenusma

» deHoTUNMNYECKOE npodaBIieHne Ka>xaoro
MeHAeNnMpyrowero npnm3dHaka oCHOBaHO Ha
B3auMO4EUCTBUU B reHOoTUNE ABYX
annenbHbIX reHoB. OHAKO KONMMYECTBO
annernemn B YenoBe4yeckas nonynaunax garnexko
HE BCEelda paBHO ABYM
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» CKorbKo bkl arnnerneu He cyuiecmaeosario 8
rnonynayuu, npu3Hak 8 KOHKPemHoOM op2aHuU3me
oripeoderisemcs codemaHuemM mosibKo 08yx U3
HUX

¢ ABneHne MHOXeCTBEeHHOro annenusama
onpepensetr GEeHOTUNMNYECKYI reTEPOreHHOCTb
4yenoBevyecknx Nonynsauuin, 3To ogHa U3 OCHOB
pa3HooOpa3na reHodpoHaa YernoBeka

* B ocHOBE 3TON MHOXXECTBEHHOCTU NeXxaTt
reHHble MyTauum (norne3Hble, HeUTpanbHbIle,
BpeAHble), N3MEHAOLLNE NocneaoBaTeribHOCTb
a30TUCTbIX ocHoBaHUN Monekynbl JHK B

y4yacTKke, COOTBETCTBYHOLLEM AAHHOMY reHy
36



CBepxaoMMHMpoOBaHUe

e CBepxaoMUHUPOBaHMNE — MPOSIBIISIETCSH
B TOM Cclfny4yae, Korga AOMUHAHTHbIV
annenb B reTepo3nroTHOM COCTOAHUN
NPOABNSIETCA CUNbHEE, YEM B
romo3mrotHom (Aa > AA)

* DTO MNOHAMUE Koppernupyem ¢ 3gpgheKkmom
2emeposuca N CBs3aHO C TaKUMWU
CITOXKHbIMM NPU3HaKaMU, Kak
XXN3HEecCnocobHoOCTb, oOLlas
NPOAOIMKUTENbHOCTb XXU3HU U p.
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AnnenbHoe UCKI4YeHue

AnnenbHoe UCKIIOYeHUe - 3TO pe3ynbTaT UCKMOYEeHUS1 OQHOIo U3
annenemn B pesynbrate MHaKTUBALUW OOHOW U3 FOMOMNOMMYHbIX
XPOMOCOM

[Mpmepom 3TOro BUaa B3aUMOAENCTBUSI FTEHOB SIBMSIETCS
NHaKTUBaLMS 0OHOM N3 X-XpOMOCOM B )KEHCKOM OpraHu3me, 4YTo
NPUBOANT B COOTBETCTBME coaepKaHue annenen X-XxpoMoOCOM Y
MY>KYUH W XKEHLLINH

NHakTnBaumst X-xpoMOCOMbI MPOUCXOAUT Ha PaHHUX CTaauax
amMbpuroreHesa XXeHCKon 0cobu 1 Npu 3TOM UHaAKTUBUPYIOTCA pasHble
XPOMOCOMBbI (UITN OTLOBCKNE, UMM MaTEPUHCKME) B Pa3HbIX YacTsX
aMOpunoHa

OTO NPUBOAMUT K TOMY, YTO B pa3HbIX OpraHax U TKaHsX B3pOCIioro
OpraHu3ama akTUBHbI pasHble annenn X-xpomocom. NMoatomy
XEeHLWUHbI ABNAKTCA MO3auKaMM, T.e. pa3Hble YacTu Tena moryT
obnagartb BapnaHTaMu NPOSABIIEHMA TOrO Xe NpusHaka,
nepenaBaemMoro Yyepes X-XxpomMocomy

QX@ @Xg 38



« Taknm obpa3om, y YenoBeKa, Kak 1 y ocTarbHbIX
9YKapuoT, U3BECTHbI BCE TUMbl B3aNMOOENCTBUA
anrnenbHbIX reHoB 1 DonbLUOe KONMMYecTBO

MEHOEJTNPYIOLLUNX NMPU3HAKOB, orfpeendeMblX
3TUMUN B3aUMOOENUCTBUSIMMN.

 lcnonb3ys meHaeneBcKne 3aKOHbI
HacrnegoBaHUSA, MOXKHO paccymMTaTb BEPOATHOCTb
POXOEHUA OeTer C TEMU UITN UHBIMU
MEHOENVPYIOLLVMM NPU3HaKaMu
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Tunbl HacnegoBaHUSA

» [1ns YenoBeka, Kak n ans apyrux
3YKapuoT, XapaKTepHbl ece murbl
HacsiedoeaHUus:

— dyrmocCOMHOe,

— HacrieooeaHUue rpu3HaKkos, cueriyieHHbIX C
r10J108bIMU XPOMOCOMaMu (20HOCOMHOE),

— HacriedosaHue rpu e3aumooelcmeuu
HearsesribHbIX 2eHO8
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HacnepnoBaHue

|

MoHOreHHoe
J [MTonNUreHHoe J

AyTOoCOMHOe foHOCOMHOE

| | |

[1oMUHaH- Peueccus- X-cuenneHHoe Y-cuenrneHHoe
Hoe Hoe
(ronaHapuyeckoe)

4

[loMnHaHTHOE PeueccuBHoe
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Hanbonee yaoGHbIM METOAMYECKMM NOAXOA0M K aHanM3y HacnegoBaHUsi MPU3HAKOB
B HECKOJTbKNX MOKOMNEHUNAX SABMSETCH reHeanorn4ecKMm MeTof, OCHOBAHHbIN Ha
MOCTPOEHUN POOOCITOBHbIX

| Myxunna || () HenopaxeHHsle ) Bnunako-
-, /\ popacTeeHHbIn Gpak
(_) eHwmHa B @ NopaxenHbie [\ POA P
BnnaHeus!
(> MNon «] (») Hocurenu 71 0 ymeplume
Hen3secTeH

OCHOBHbIE CUMBOIbI POOOCIIOBHbIX
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AyTOCOMHO-AOMUWHAHTHOE
HacrnenoBaHue

* [lepBoe onncaHne ayToCOMHO-
AOMUHAHTHOro HacneaoBaHUA
aHomanun y yenoseka gaHo B 1905
r. Papabu. PogocnoBHas bbina
COCTaBJieHa 419 ceMbiU €
KOPOTKONarocTbio
(6paxuagakTunuen). Y 00nbHbIX
YKOPOYEHbI X YaCTUYHO
penyumpoBaHbl panaHru nansues
PYK M HOTI, KpOMe TOro, B
pe3ynkraTte YKOpoYeHus
KOHEYHOCTEW, ANA HUX XapaKTepeH
HU3KNIN POCT. 43




* [1pn3Hakn ayToCOMHO-4OMMUHAHTHOrO HacnenoBaHUA:

— [MopaxeHHbIN YennoBeK UMeeT, NO KpanHen mepe, OaHOro
NnopaxeHHoro poauTtens

— lMopaxaroTca NOTOMKKN 060MX NOSoB
— lNepepaetcsa nuuom noboro nona

— BepoaTHOCTbL pebeHKa ObITb NopaXeHHbIM cocTtaBnsaeT 50%
(ecnu nopaxeHHbIN poanUTesib ABNAETCA reTepo3nuroTon)
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AYyTOCOMHO-OOMUHAHTHbIE
NPU3HaKN y YenoBseka

e MaTonormyeckue

e HopmanbHble
NPU3HaKu:

TEMHbIN LBET rnas
BblOLLIMECS] BOMNOCHI
nepeHocuua ¢ ropbmHkom

NPSIMON HOC (KOHYMK HOCa
CMOTPUT MPSAMO)

sIMOYKa Ha noabopoake

paHHee obribiceHne y
MY>KYUH

NpaBoOpPYKOCTb

CNOCOBHOCTb CBEPTbIBATb
A3blK B TPYOOUKY

©enbin NOKOH Haao NooMm...

NPU3HAaKK

nonMaakTUNus nnm
MHOronanocTb (Ha pyke
NN Hore nMeeTcs oT 6 a0
9 nanbues)

cuHpakTMnus (cpalieHune
MSATKUX UMW KOCTHbIX
TKaHeu dpanaHr aByx u
bonee nanbLUeB)

bpaxnaakTunus

apaxHoOaKTUINns

("may4ybn" nanbubl, OONH N3
CUMNTOMOB CUHApPOMA
MapdraHa)

HeKoTopble opMbl
6rimsopyKkocTu...

45



MonupakTunus

Ha kapTunHe Padaana « CukctnHckas
MaLoHHa» BUAOHO, YTo Y lNanbl
Pumckoro Cukcta Il Ha npaBou pyke
LLeCTb NanbLeB




CuHpakTunus
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* bonkwuHcmMeo Hocumerieu aymoCOMHO-
doMUHaHMHoU aHomarsiuu A8nsaromcs
2emepo3uz2omamu

* MHozaue crniydyau u3 meouyUuHCKoU
npakmuKu ykasblearom Ha mo, 4mo
20Mo3u2o0msbI 1o OOMUHAHMHbIM
aHoOMasluUsaM rnopakeHbl msixesiee, Yem
2emepo3uzomsbl
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AyTOCOMHO-peLecCUBHOE
HacriegoBaHue

1) P: 2Aaxd Aa

G: Aa Aa <: Jaue
F,:AA, Aa,Aa,aa 25% npy

3aoone-

2) P: QQ da X 6\ aa BaHUAX!
G: a a

F1' aa 100%

3) P:2Aaxd aa
G: Aa a
F.:Aa, aa 50%
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* [lpn3Hakn ayToCoOMHO-

_ peLeccMBHOro
o s O, HacneaoBaHUA:
2 | — MopaxeHHble AeTU 06bIYHO
1 i POXAAKOTCS OT HENOPaXeHHbIX
. o poauTeneun
1 314 S — Poautenu nopaxeHHbIX Noaei

OObIYHO ABNAIOTCH
aCUMMNTOMAaTUYHbIMM

1 Of———p—) HOCUTENAMM
2

— MNoBbIWEHHbLIW PUCK pPa3BUTUA
3aboneBaHUA UMeeT MeCcTo Npu

L ‘ é ONnU3Kom poacTBe poauTernen
)

— [lopaxatroTca nroanm oooux

2 3 4 nonos

— BepoATHOCTbL poXaeHus
OonbHOro pebeHka coctaBnsaeTt
25%
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AyTOCOMHO-peLecCcUBHbIE
NPU3HaKN y YenoBseka

e HopmanbHble
NPU3HaKu:

MATKUe rpAamble
BOJ10OCbI

KYPHOCbLIN HOC
CBeTble rnasa
TOHKas KoXa ...

e MaTonornyeckue
NPU3HakKu

— MHorme 6onesHu
obmMeHa BeLLEeCTB:
doeHnnKeToHYypUS,
rarnakrosemMmus,
TMMCTUANHEMUS ...
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* [loMMMO ayTOCOMHO-A4OMWUHAHTHOIO U
dyTOCOMHO-peLeCCNBHOIO TUMNOB
HacnegoBaHUA Y YernoBeKa BbiABAKTCA
TaKXXe
— HeriofilHoe 0oMUHUpoeaHue,

— KOOOMUHUpOBaHuUe
— c8epX00OMUHUpOoB8aHUe
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B3anmoaeuncreue
HeannesnbHbIX FTeHOB



« B Knaccu4yeckom reHeTuke Hambonee
N3y4YEHHbIMWU ABMSIOTCA TPU TUNA
g3aumooeucmeusi HearssesribHbIX 2eHO8:
— 3NUcCTas,

— KOMNNeMeHTapHOCTb
— nonumepus
+ 3dhhekT NoNoXXeHUs

* OHUK onpeaendrT MHOIrme Hacrieayemble
NPMN3HAKN YEJ10BEKaAa

o4



anucras

e ANUCTaA3 — I3TO TAKOU TUM
B3anMOOeNCTBUSA HearnerbHbIX FEHOB,
Npwu KOTOPOW oaHa napa annenbHbIX reHoB
nogasndeT gencTene apyron napeobl

OomuHaHTHbIM anncTas B

|/|n|/| 9(—> Mpu3Hak

ﬁ%

Cynpeccopbl unu  ['MnoctaTtUyeckuii reH
NHIMONTOPSI

PeueccunBHbIN anncTas
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e HABneHue anuctasa

OTKpPbITO Npu aHanuse
HacrnegoBaHUA MacTu
nowaneu

1I3BeCTHO, YTO BOPOHas
OKpackKa onpegensercd
OOMUHAHTHbLIM annenem
B, pbi>kasg — peLeCCUBHbIM
annenem b, AOMVWHAHTHbIU
annenb C n3-3a paHHero
noceneHunsa Bornoca gaet
Cepyro MacTb.
HopmarnbHbIN annens — C.

[OMO- 1 reTepo3unroThbl no
C — Bcerga cepble,
He3aBUCUMO OT anfneneu
reHa B

Cepas
CCBB
Cepas
CceBb |
CB Chb
CB |
Cepan Cepas
CCBB CCBb
o ;
Cepas  Cepasn
CCBb CChbb
. ..Y.g """w""‘m""g?
cB | ; \ |
‘Cepass  Cepas
CcBB CceBb
Cepan Cepan
CceBb Cchbb

- Proxas
cchb
CB cb
Cepas
CeBB
Cepan
CceBb

Boponas Boponasn
ccBB ccBb

B s

Boponas Prnuokas
ccBb ccbb

12:3:1 56




« JnncTas y Yenoseka Hanbornee
XapaKTepeH AOns reHoB, y4acTBYOLMX B
perynsymm oHToreHesa u UMMYHHbIX
CUCTEM YenoBekKa

o7



«bombencknin peHomeH» - Nnpumep

IMNMNCTa3a

O

] © @ @

®

(&

B Hauu Bbina onncaHa cembsi, B KOTOPOW POAUTENN UMENU BTOPYHO
(AO) n nepsyto (OO) rpynny KpoBu, a nx getn — 4yetseptyto (AB) n
nepsyto (OO). HToObl pebeHOK B Takon cembe nmern rpynny kposu AB,

MaTb AOIMKHA UMETb rpynny kKpoBu B, HO Hukak Hu O.
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* [lo3xe 6bI10 8bISCHEHO, YMO 8 cUCMeEME
epynn Kpoeu ABO umeromcs
peueccusHble 2eHbI-MOOUUKamophbl,
KOmMophble 8 20MO3U20MHOM COCMOSHUU
r100assisitom 3KCrpeccuro aHmu2eHo8 Ha
[108€pPXHOCMU 3pUuMpouuUmMos
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)B’_ hh =—> deHoTun rpynnbi Kposu 0

[eH-cynpeccop h B rOMO3UIrOTHOM COCTOSIHUW NOAAaBMSAET AeNCTBUE
annens B

AH | a @ B_hh

)

« Jlokyc reHa-cynpeccopa He CLensieH ¢ fTIoKycoMm
ABO

 [eHbl-cynpeccopbl HacneayTcs He3aBUCUMO OT
reHoB, onpegenatowmx rpynnsl Kposu ABO
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* bombenckmn peHoMeH nmeeT YacToTy 1
Ha 13 000 cpegn nHaycos, roBOpPALLMX Ha
A3blKE MaxapaTu U XUBYLLIUX B
OKpecTHocTsX bombes

* OH pacrnpocTpaHeH Takxe B U30MATe Ha
ocTpoBe PeloHbOH

* [To-BMAMMOMY, NpU3HaK AeTEPMUHNPOBaH

HapyLleHnemM ogHOoro U3 epMeHTOB,
Y4acTBYHOLLUX B CUHTE3E aHTUreHa
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KomMmnneMeHTapHOCTb

e KomnnemMeHTapHOCTb — 3TO TAKOW TUM
B3aMMOOENUCTBUA, NMPUN KOTOPOM 3a
Npu3HaK oTBe4YaloT HECKOMbKO
HeannenbHbIX TEHOB, NpU4YeM pasHoe
coyeTaHme JOMUHAHTHbLIX N PeLecCUBHbIX
anneneun B nx napax N3sMeHseT
deHoTUNnYeCcKoe NpodaBreHne npmsHaka

Hanpumep,
A bb — npunsHak 1 aaB — npusHak 3
A B — npusHak 2 aabb — npusHak 4
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 KomnemeHTapHoe B3aMOOENCTBUE NEHOB
bb1no obHapyxeHo B Havane 20-ro
CTONETUA Npu aHanm3e Popmbl rPedHA y

KYyP

@
oy

* %

H

[t

A
v

b R
§ oaw, N :
Al
Ry
E . VR
a L | W
X
§ s

Po3oBuaHbIN [[opoxoBUAOHLIN OpexoBUAaHbIN JInctoBnaHbIN

A _bb aaB A B aabb
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P:

F1:

pO3.

AaBb (opex)

AAbb x aaBB

rOpoX.

P (F,): AaBb x AaBb

o\9| aB Ab aB ab
AB Opex. Opex Opex. Opex.
AABB AABb AaBB AaBb
Ab Opex. Po3os. Opex. Pasas.
AABb AAbb AaBb Aabb
aB Opex. Opex. Topox. Fopox.
AaBB AaBb aaBRB aaBb
abs Opex. Posos. Topox. Jiacros.
AaBb Asbb 2aBb aabb

9:3:3:1
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Ewle oauH npumep:

- A B — HOpmanbHbIN CnyX
*aa___ — rnyxorta

bb — rnyxota

myxue poautenu
aaBB

o

s

HopmanbHbin cniyx AaBb AaBb
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HopmanbHbIn cnyx

AaBb QAaBb

9A-B-: 3A-bb: 3aaB-: 1aabb
9cnbiwaigue 7 rnyxue
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* Bo BCcex crnydaqax, Korga reHbl pacrnosioXXeHbl B
pa3HbIX Napax XpoMOCOM, B OCHOBE
pacLienneHnn nexxaTt uMdpoBbie 3aKOHHbI,
ycTaHoBrneHHble MeHOoenem

* [1pn B3anmogencTemun reHoB B criyvyae
ONrMbpuaHbIX CKpeLwnBaHUn pacLuenneHme no
CbeHOTI/II'Iy MOXET ObITb O4YEHb Pa3JINYHbIM.

— 9:7, 9:3:4, 9:6:1 (KOMNNIEMEHTAPHOCTL)
- 12:3:1, 13:3 (QOMWUHAHTHbIN 3NNCTa3s)
— 9:3:4 (peueccunBHbIN anncTas)

* HO BO BCeX criy4dasax aTo BUAOM3MEHEHME
pacliennenna 9:3:3:1
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MoOHOreHHblIe U NONINreHHbIe
NPU3HAKMW

deHoTMnMYeckne Npu3Hakm No 0COBEHHOCTAM NPOSABMEHUS OblBaKOT
[BYX TUMOB: KA4eCTBeHHbIe N KONIM4YeCTBeHHble

KayecTBeHHble NPU3HAKU (MOHOreHHbIE) - 3TO OTYETNNBbIE
NMPU3HaKN - pasBUTUE U NPOSABNEHMNE KOTOPbIX 3aBUCUT OT
9KCNPEeccun reHoB OAHOW annenbHOU napbl. OTO KNnaccnyeckue
MeHAeneBCKMe anbTepHaTUBHbIE MPU3HAKN. OTW NPU3HAKMA MOTYyT
KacaTbCH pa3mepa, uBeTa, CTPYKTypbl, nona v gap.

KonunyectBeHHble NPU3HAKU (MONIUTeHHbIe) - 3TO N3MeEpPSIEMbIE
NPU3HaKU, KOTOPble HE NMEIOT ABYX YETKUX arbTepPHATUBHbLIX (OOPM,
OEMOHCTPUPYIOT LUMPOKUU cNeKTp PeHOTUNOoB, MMEKOLLINX MHOIO
NPOMEXYTOUHbIX (POpM. OHM 0ObIMHO KOHTPONUPYHOTCA bonee YeM
OAHOMW NAapOWN reHoB 11 MOTyT MOAN(PMLMPOBATLCA (hakTopamu
OKpyXKaroLien cpeabl.

KonnyecTBeHHbIE NPU3HAKX BKITHOHAKOT POCT, BEC, LIBET KOXW,
pa3mep opraHoB, ¢popma nuua, BOCNPUMMMUYNBOCTb K
3aboneBaHUAM u gp.
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[Tonumepusn

e [lonnumepunsa — obycnoBNEHHOCTb
onpeaeneHHoro npu3Haka HeCKoNbKUMU
napamMmun HeannenbHbIX reHOoB,
obnagarowmx oQuHaKoOBbIM OENCTBUEM.
Takme reHbl Ha3bIBaKOTCH
NOJsIMMEpPHbIMU
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* lllBeacknu reHeTuk HunbcoH-3Ane (1908) B
CKpeLLMBAHUAX MLUEHUL, C KpaCcHbIM U DerbiM
3€PHOM B HEKOTOpbLIX cryvasix B F, obHapyxun
pawienneHme 15 (kpacHbix) :1 (HeoKpaLleHHoe)

 [locneaywowmnm aHanms B F3
rnokasar, YTo pacTeHus ¢ Hanbonee KpacHOW
OKpacKoM N C YNCTO Oernon ganblue He
pacLluennaTcS

 AHanNn3 e NPOMEXYTOYHbLIX OOPM nokasarn,
YTO KpacHaa oKpacka onpenensercd oBymM4
OOMUWHAHTHbLIMU HeannenbHbIMY reHaMU
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* /IHTEHCMBHOCTb OKpacKu onpeaensaeTcs
YUCIIOM JOMWHAHTHbIX annenen,
NPUCYTCTBYIOLLMX B reHoTune. 'eHbl Takoro
TMNa 6binNn Ha3BaHbl MOJIUMEPHbIMU

e Tak Kak reHbl 0oAnHaKoBO BNUAKOT Ha OOUH
N TOT XK€ NpU3HaK, OblNo NPUHATO
0D00O3Ha4aTb X OgHOMN NaTUHCKOU DYKBOM C
yKasaHueM nHaekca Ans pasHblX YS1EHOB:
A1, AZ, A3 nT.a.
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« CnepoBaTtenbHO, UCXOOHbIE POAUTENbCKME
doopMmbl, gaBLume pacuienneHue 15:1, nmenu

reHoTunblI A1A1A2A2 Ma,a.a,a,

* [Mbpua NepBOro rnokosieHns obnagan
reHoTunom A a. A.a,

* BF,:
— 1716 ALA A A, — camasi MHTEHCMBHas OoKpacka
— 4/16 — Tpn poMrHaHTHbIX annena A A A.a,
— 6/16 — oBa QOMUHAHTHbIX reHa A1a1A2a2
— 4/16 — oAMH AJOMUHAHTHbLIV annenb A1a a.a

17272

— 1/16 — TOnbKO peLieccMBHbIE anneny a,a,a,a,
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o Ecrniu qyucrio OoMuHaHmMHbIX anneneu
griusiem Ha cmerieHb 8blpaxXeHHocmu
rpu3Haka, rnofiumepusi UMeHyemcs
KyMyJsismueHoU

 UeMm OonbLue AOMUHAHTHBLIX anneneun, Tem
bonee MHTEHCMBHO BblPpa)XXeH Npu3Hak

* [lo TUNY KYMYNATUBHOWU NONTMMEPUN
0ObIYHO HacneayrTCa KONMMYECTBEHHbIE
NPU3HAaKN: LBET KOXW, LBET BOJIOC, POCT.
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 [To TNy nonnmMepbIX reHOB HacneayeTcsa NMrMeHTauus
KOXW y YyernoBeka. Hanpumep, B NOTOMCTBE Y
4YepHOKOXero 1 6enon XeHLnHbl poXxaatoTca OeTH C
MPOMEXKYTOYHBIM LBETOM KOXW - MynaThbl

* Y CcynpyxecKkou napbl MyriaToB poXgaroTca AeTu, Nno
LIBETY KOXWN BCEX TUMNOB OKpacku, oT YepHomn Oo bernown,
4YTO onpegensdeTcs KoOMoMHaunen AByx nap annenen
NOSIMMEPHbIX FEHOB

AABB X aabb
YEPHOKOKUM _ Gebri

AaBb
MYJIaThI

\

AABB AABb AaBB AaBb AAbb aaBB Aabb aaBb aabb

1/16 2/16 2/16 4/16 1/16 1/16 2/16 2/16 1/16

R W W

YEePHOKOXKHE “remHbIE” MyJIaThI “cBemibie”  Oeyible 74



 LIBET KOXWM 1 BONOC YenoBeka, a TakkKe
LIBET pagy>KHOW 0DOSI04KN a3
obecnevynBaeT NUrMeHT MeNaHuH.

» CyllecTByeT aBa Tuna MenaHMHOB:
aymMeriaHuH (YepHbIN N TEMHO-
KOPUYHEBLIN) U (>kenTbin K
PbIKUN).
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Bce uBeTa BOSocC, 3a UCKIMIOYEHNEM PbIKUX,
COCTaBISAOT HENPEPbLIBHLIN psAa OT TEMHOrO A0
CBETNOro (COOTBETCTBEHHO YMEHbLLEHUIO
KOHLIEHTpaLUun MenaHnHa) U HacneAayrTCS
MONINFreHHO MO TUMNY KYMYJNATUBHOU
nonvvepum

OTn pas3nnyus odycnoBneHbl KONMYEeCTBEHHbIMU
N3MEHEHUSIMU B COAEPXKaHUN SyMeENnaHNHAa

LIBET pbIXKUX BOMOC 3aBUCUT OT HaNMNyms
deymenaHunHa

Okpacka Boryioc 06bIYHO MEHSIETCSA C BO3PaCcTOM
N CTabMNU3NpyeTcs ¢ HACTYnfeHneM MNoroBoW
3periocTu
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A dheKkT nonoxeHns

o ekt nonoxeHNa — B3anMHoe
BNUAHME rEeHOB O4HON XPOMOCOMBbI,
3aHMMaoLWnX ee bnnanexatlune roKychl.

* AHTUreH «pesyc-daktop» (Rh+)
obycnoBsneH gevicteuem tpex reros C, D, CHll lllc il BN C
E.

* [lpn ognHakosom reHoTmne CcDDEe, HO D D D D
pa3HOM B3aMMHOM pacrnofioXXeHNN reHoB B
XPOMOCOMaXxX CUHTE3NPYETCS pa3Hoe
KONINYEeCTBO aHTUreHa:

CDE/cDe — mHoro antureHna E, Ho mano C;
CDe/cDE — HaobopoT, mano E n mHoro C.
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[TnenoTponus

CyuTaeTcs, YTO KOHKPETHbIN reH onpeaenseT passuTtue
OJHOro ornpeaeneHHoro npusHaka

OpHako, U3BECTHbI FeHbl, KOTOPbIE BIUSAIOT HE TONbKO
Ha NPU3HaKKW, CBA3aHHbIE C HUMU, HO TaKKe MOTYT
OKa3biBaTb BNIMAHME Ha pa3BuUTUe APYrux npu3HakoB

TakoW reH BbI3bIBAET NPOABIIEHNE CBOEIO
cneymdomnyeckoro rnpmsHaka (OCHOBHOW adopeKT) un
CBA3aHHbIX C HUM APYrnx nNpu3HakoB (BTOPUYHbLIN
adopeKT)

3aBMCUMOCTb HECKOMNbKMX NPU3HAKOB OT OOHOrO reHa
Ha3bIBAETCA MNJSIEUOTPONUEN, a reH, UMeLL NN
MHOXXeCTBEHHOE DEHOTUMNNYECKOE BO3OENCTBUE,
Ha3bIBAETCS NMJIeNOTPONHLIM reHoM (rp. pleios -
NOMHbIN, tropos - cnocod)
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— MpusHak 1
NnenotponHbin F’EH — lMpusHak 2
— [lpun3Hak 3

Haunbonee apknm npnumepom nnemoTponHoro 4eENCTBUA reHa y
yenoBeka aBnaetca cuHgpom MapdraHa. ApaxHooakTunms

("may4bn" nanbubl) — oAuH U3 cuMnToMOB cuHapoma MapdhaHa.

[pyrne cMmmMnToMbl: BbICOKUIM POCT U3-3a CUMNBbHOIO YAJSIMHEHUS]
KOHEYHOCTEN, NMNEeprnoaBMKHOCTbL CyCTaBOB, BEOYLLINN K
GNM30pyKOCTU NOABLIBMX XpyCTanuka, aHeBpnamMma aopThl

CvHOPOM C OAMHAKOBOWM YacTOTOW BCTPEYAETCHA Y MYXXUMH U
YKEHLUWMH

B ocHoBe nexuT aedekT pasBUTUSA COeANHUTENTbHOMN TKaHM,
BO3HMKAIOLMIA HA paHHUX 3Tanax OHTOreHe3a 1 NPMBOASALLMN K
MHOXXECTBEHHbIM (PEHOTUMNYECKUM MPOSIBITIEHUSIM.

79



Cunpgpom MapdaHa



[TnenoTponHoe AencTBUE XxapaKkTepHOo ans

obecne4ymBaloT reHbl

[TpoayKTbl METAOONMNYECKUX peaKkuuit, B
CBOIO o4vepenb perynupyroT, a BO3MOXHO, U
KOHTPONUPYIOT Apyrne metabonnyeckue
peakumu .

[loaTomy HapyLwleHnsa metabonmnama Ha
OOHOM 3Tarne oTpassaATCsa Ha NOCneayLLnX
aTanax, Tak YToO HapyLUeHne 3KCnpeccum N
O HOrO reHa OKaXXeT BNUsIHME Ha
HECKOMNbKO 3NTIEMEHTAPHbIX NPU3HAKOB

MHOIMX HacneacTBEHHbIX NaTonormum
OnpepgeneHHble atanbl MeTabonnama

) ¢

&4

NS

Hopma [laTtornorus
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[lepBnYHaa n BTOpUYHaA
nnenoTponus

* [py nepBUYHOU NJIEUOTPONUM IFeH
NpPoABNAeT CBOU MHOXeCTBEeHHbIN 3 deKT

* Hanpumep, npu 6onesHn XapTHyna mytauus
reHa BbI3blBaeT HapyLUeHMe BCacbiBaHUA
TpunTodaHa B KNLLEYHUKE U ero peabcopbuuto B
NoYeYyHbIX KaHanbLax

 [1pn aTOM nopakaroTca N MmeMmopaHbl
SNUTENNanbHbIX KNETOK KNLWEYHUKA, U
MOYEYHbIX KaHaNbLUEB C COOTBETCTBYIOLLMMM
HapyLLUEHNAMMN
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* [lpn BTOPpUYHON NIENOTPONUN UMEETCH OHO
nepBUYHOE (PEHOTUNNYECKOE NPOABIIEHNE IEeHa,
BCle 3a KOTOPbIM pa3BMBAETCHA CTyNneH4YaThbIn
npouecc BTOPUYHbIX U3BMEHEHNIU, NpUBOAALLNN
KO MHOXXeCTBEHHbIM adpdeKkTam

* [Ipmepom aABNAeTcHa cepnoBUOHOKNETOYHaA
aHeMusa. aHeMus, crifieHoMeranus, nopaxeHue
KOXW, cepaua, nevyeHn u noyek — amo
8MopuUYHbIe agppekmabl. [lep8uYHbkIU 3ghgheKm —
aHoManusa remornobunHa

« Bropu4iHas nnenotponusa bonee
pacnpocTpaHeHa, YeM nepBuUYHas
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[ IlepBHnYHad ] [ BTOopu4yHasa ]

'EH 'EH

l |

depmeHT depMmeHT
l l

Llenb Xxmmmnyecknx Llenb Xxmmmnyecknx
peakuun peakuun
’ [MpusHak A
l
[MpusHak A " I'Ip|/|3H%f<w(l?HaK B
[1pnsHak B

[MpnsHak C
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