OpraHu3auunsa MeguKo-
reHeTUu4YecKomn cnyxonbi

Meauko-reHeTn4yeckoe
KOHCYJ/1IbTUPOBaHMUe

3aHaTvue N1



[eHeTUKa YyesioBeKa U MeAAMLIMHCKaA
reHeTuka: npeaMeT U 3agaum

« MeanunHckass reHeTkKa — 3To Hayka o
3aKOHOMEPHOCTSIX Hac/1e40BaHNS U UBMEHYUBOCTU
naToJ/IOrNYeCcKuUX rnpu3HaKkoB 4YesioBeKa

= C reHeTn4yeckKom To4YKu 3peHus Bce 60/1e3HU B
3aBUCUMOCTU OT OTHOCUTE/IbHOU 3HAYUMOCTH
HacneacTBeHHbIX U CPEAOBbLIX (haKTOPOB B UX
pasBUTUN MOXXHO pas3fesiTb Ha 3 rpynribl:

= HacneqcrBeHHble 60/1e3HH,
. 60/1€3HUN C HAaCNIEeACTBEHHOM NMPEAPACIO/IOKEHHOCTBIO,
= HeHacneaCcTBeHHble 6os1e3HU



OcCHOBHbIE 3a4a4M MequLNHCKOU
reHeTUKN:

+

= 3alyUTa YesioBeKa OT MoBpEXAEHUS
HacneCTBEHHOro MaTepmarsia u pa3BUTUS
Hac/1e4CTBeHHbIX 60/1e3HeHn

= M3YYEHUEe Hac/elCTBEHHbIX bos1e3Hen U
CUHAPOMOB, pa3paboTka METO40B MX
npodunaKTuku, ANarHoOCTUKA U JIeYEHNS

= U3YyYEHWe posin HaCcIE4CTBEHHOCTU U CPEAbI B
pa3BUTUN HEHAC/1IeACTBEHHOU NaTo/Iormmn



MeaUMHCKaA reHeTukKa siBsieTcs
pa3gesioM reHETUKu 4ejioseka U B

| HacTosilee BpeMsa noapa3aensieTcs Ha

= UMMYHOIeHeTHuKa

= HeMporeHeTmka

« FeHeTUKa COMAaTUYECKUX KJ1IeTOK
= DKOJZIOrMyecKasi reHeTukKa

= paAvaLMOHHas reHeTuKa un ap.



+

« KnmHnyeckasi reHeTvka — npuknaaHou
pa3aen MeauLUMHCKON reHETUKMU, T.e.
NPUMEHEHNE AOCTMXEHUN NOCEAHEN
ONS peLleHns KIIMHUYECKNX npobnem y
NaLWUEHTOB UM B UX CEMbBSIX



Pa6ouas knaccudukaumsa 6onesHen yenoBseka
(Nora n ap., 1994r.)

. DOMesHu, BLI3BAHHLIE MyTALiUeu OTAeSIbHOrO reHa
(MeHaeneesckue)

2. CuHapomebr, obycnosneHHbie XpOMOCOMHBIMU
HapyLweHUaIMU

3. MynbTuU@pakTopHbIe 3a60neBaHUA Kak pesynbTat
B3AUMOAEUCTBUA reHeTUYEeCKUX U CpefOBLIX (PAKTOPOB

4. bones3Hu ¢ HeTpaAAULMUOHHLIM TUNOM HacJleaosaHUA

5. NeHeTUyeckue 60nes3HU comaTUYEeCcKUxX KrneTtok
(HoBoObpasoBaHUA, ctapeHue, ayTOCOMHbIe 60nesHu)



MeToabl N3y4yeHUsa reHeTUKU
YyeslIoBeKa

L 4

%

1. KnanHunko-reHeasnornueckui mertopn (cocraBneHme
POAOCNOBHbIX, nNpeanoxun s1865 r. ®.anbToH).

2. bansHeuosBbin MeTopa (npeanoxun B 1875 r. ®.l'anbToH).

3. Aepmatornucdpumueckun meropn (Npeanoxun B 1892 r. .
[anbTOH).

4. NMonynsALMOHHO CTaTUCTUYECKHIN MeToa (NpeanoXxXunm B
1908 r. . Xapau n B.Bann6epr).

5. LluToreHeTnuecknun meropa (npegnoxunnn B 1956 r. M.
Tuno n A.J1eBuH).

6. BuoxuMmMueckuim mertogq.
7. MonekynsipHO-reHeTU4YeCKumn metopa



OCHOBHbIE 3a4a4u

HOrO XapakTepa 60n1e3Hu
= YCTaHOBNEHME THMNa HacnenoBaHns 601e3Hu

= OnpeneneHuve Kpyra nuu, HY>XAQIOLLMXCA B UCCNIEA0BAHUSX,
NS BbIIBNIEHNS FTETEPO3UTOTHOIO HOCUTESbCTBA
MYTaHTHOIO reHa

= YCTAQHOBJIEHME FETEPOreHHOCTN HACNeACTBEHHbIX 6on1e3Hen
« Vlcnonb3oBaHWe B MEAUKO-reHeTUYECKNX KOHCYIbTaunax

= YCTAHOBJIEHME NMEHETPAHTHOCTU

« KapTupoBaHue XpoMOCOM

« OueHKa MHTEHCMBHOCTU MPOoSB/IEHNS TEHOB

= V3yyeHune B3anMoaencTBusl reHoB



OpraHmsauua MeaunKo-
reHeTu4Yeckom cnyxbol B Poccun

Menunko-reHeTnyeckas cny>xba opraHM3oBaHa
[Tpnka3zoM MuHUCTEpCTBa 3apaBooxpaHeHna PO NQ
316 ot 30.12.1993 «O panbHENLLIEM pa3BUTUN
MeanKo-reHeTUYeCKon Ciy>bbi»

Meaunko-reHeTnueckas cnyxb6a (MIrc)
SABNSAETCS CrNeLmManm3MpoBaHHbIM BUAOM
MEAMLIMHCKOM NMOMOLLM HAaCENEHMIO, CO31aHHbIM C
LIe/Tbio NPOBEAEHUS MEPOMPUATUIA MO BbISBIEHUIO,
NpoduUNaKTUKE N NEYEHUIO HACNEACTBEHHbIX U
BPOXXAEHHbIX 3a00n1€eBaHNN, MO CHUXKEHUIO
0bycnoBieHHOM UMK AETCKOW 3a60NeBaeMoCTH,
CMEPTHOCTU U MHBAIMAHOCTU



CTpyKTYypa MeAnKO-reHeTU4YeCKOMH
cnyx6bl Poccunckon degepaumm

MuUHHCTEPCTBO 31PABOOXPAHEHUS U COUATBHOTO PA3BUTHSA




Bsanmopgeucreme MI'C n gpyrmx
cnyxo6

Opraubl YupaBJjaeHus
JAPABOOXPAHEHHEM

ARYIIIEDbI-
THHCKOJIOTH

KonTpoJs / Y

CpeacTrBa MmaccoBoi




OKAd3dHNA MeANKO-reHeTn4YeCKom
noMoLwum aetsaMm B Poccumckom

;ﬂepauuu

= 1-n ypoBeHb - 3TO YpOBEHb 06LlEN ceTn nevyebHo-
NPOMUNAKTUYECKMX YUPEXOEHWUM.

= 2-U YPOBEHb - YPOBEHb 06/1aCTHbIX Ne4yebHo-
NPOMUNAKTUYECKMX YUPEXOAEHNN

= 31 YPOBEHb - 23TO obnactHble (KpaeBble,
pecrnybnunkaHckme) MeAMKO-reHeTu4yecKue

KoHcynbTaumm (MrK)
= 4-U ypoBeHb - deaepanbHbIK - Cneurann3mpoBaHHbIE
MeanKo-reHeTnyeckune ueHTpol (ML)




depepanbHble LEeHTPHI:

« PecnybnvKaHCKMM LEHTP HacneACTBEHHbIX BONe3HeN y AeTen
(MockoBckun HUWN neguatpum n AETCKOU XUPYprum)

= Hay4yHbin Megnko-reHeTndecknn LeHTp PAMH (MockBa)
« HWW meanumHckon renetnkn CO PAMH (ToMck)
= PecnybnmMkaHCKuM LEeHTp HEOHATaNIbHOrO CKpUHMHra (MockBa)

« HW LeHTp akywepcTBa, ruHekonornm n nepuHatonormm PAMH
(MockBa)

« HIL Meanko-coumanbHoOM peabunutaumm 60sbHbIX C BPOXAEHHON U
HacneacTBeHHoW natonornen (MOCKOBCKMN CTOMATOSIOMMYECKUI
NHCTUTYT)

= HWW akywepcTtBa n rudekonoruun um. [1.0. Otta (C.-MNeTepbypr)



Meauko-reHeTunueckoe
OHCYJIbTUPOBaHMeE

= JTO CrneLUnanm3npoBaHHbIN BUA MEAULIMHCKOM
NOMOLUWN HaceneHuto, Hambonee
PAcNpPOCTPaHEHHbIU BUA NPOMDUIAKTUKU
HacneaCcTBEHHbIX 6one3Hen

= Paboumn komnteTr AMEepUKaHCKoro obLecTsa
No reHeTuke yenoseka (1974r.) onpenenun
MIK KaK «... KOMMYHUKaTUBHbIN NPOLIECC,
CBSI3aHHbIW C pelueHmnemM npobnem
OTHOCUTENbHO NOSIB/IEHUSA UNU PUCKa
NosIBIEHUS reHeTn4YecKnx bonesHen B
ceMbe...».



[ @HeTUKa yenoBeKa

= B 1929 r. COBETCKUMN MEHETUK,
HeBponatosior C.H.[laBuaeHko
opraHu3oBasn NepBylo B MUpe
MeANKO-reHETUYECKYIO
KOHCYNbTauuto. OH nepBbIM B
MUpe NocTaBua BOMpPOC O
HeOH6X0AMMOCTN COCTaBEHUS
KaTasiora reHoB YeNoBeKa,
cpopMynMpoBan NMoHATUE O
reHETUYECKOM
reTeporeHHOCTU
HacneaCcTBEHHbIX 60n1e3HeEN
yenoBeka.




OcHoBHas yenb MINK —
npeagynpexaeHue poxxaeHus

6onbHOro pebeHka

Llerm n 3apa4m MEANKO-reHETUYECKMX KOHCY/IbTaLui:

YTo4HeHne amarHo3a HacneacTBeHHOro 3aboneBaHus.
OnpepeneHne Tuna HacneaoBaHUs 3abonieBaHns B CEMBE.
[1pOrHO3 NOTOMCTBaA B CEMbE.

O6bsicHEHWE B AOCTYNHOW (hopMe CMbICNa MEAUKO-
reHeTU4YeCcKoro 3aK/to4eHust U NoMOLLb B NMPUHATUM
peLleHnst No AanbHeNLWeEMY AETOPOXAEHMIO.

[ponaraHaa MeamKo-reHeTUYECKMX 3HaHUN Cpean Bpaden
N HacenexHus.



[lMoka3aHusa Ana MeaukKo-
reHeTU4YeCKoro KOHCyJibTMpoBaHusA:

« 1. Hannume HacneacTtseHHOro 3aboneBaHnsa nnu
noao3peBaeMas HacneaCcTBeHHas NaTonorusg B CEMbE.

= 2. PoxpeHne pebeHka c BpOXXAEeHHbIMU NMOPOKaMU
pa3BUTHS.

« 3. 3a4aepxKa pu3n4eckoro u YMCTBEHHOINO pa3BUTUS
y pebeHka.

= 4. BoigaBneHue natosnormm B xoae npocenBaroLLmx
Nporpamm.

= 5. [OBTOpHbIE CMIOHTaHHbIE abOPTbI, BbIKUADILLM,
MEPTBOPOXAEHMSI.

= 6. KpoBHOpOACTBEHHbIE Bpaku.

= /. Bo3pencrBme n3BeCTHbIX N BO3MOXHbIX
TepaToreHoB B NepBble TP MecsiLla bepeMeHHOCTH.

= 8. [llepBuyHOe H6ecnnoane cynpyros.



BoiaensaoT ABa TUNa

* KOHCYJ/IbTUPOBaHMUA:

- MPOCNEKTUBHOE KOHCYJ/IbTUPOBaHHNE —
Hanbosnee apPEKTUBHO; BUA NPODUNAKTUKN
HacneacTBeHHbIX bone3Heun, Koraa puck
poXKaeHnsa 6onbHOro pebeHka onpeaenserTcs
elle Ao HacTyrnieHns 6epeMeHHOCTU UnN Ha
PAHHUX CPOKaXx;

- PETPOCMNEKTUBHOE KOHCY/IbTUPOBaHUE — B
cembe poauncsa 60nbHON pebeHoK,
onpeaeneHne NporHo3a ero 30poBbs U
PUCKA MOSIBMIEHMS 3TOro 3aboneBaHns y
nocneayoLlmnx aeTeun.



3tanbl MINK:

1 3Tan

= YTOYHEHME AMarHo3a HacneaCTBEeHHOro
3aboneBaHus. Ha AaHHOM 3Tarne npoBoAsATCS
KITMHNYECKOE N reHeanornyeckoe
nccneaoBaHue; B cnyyae Heob6xoamMocCTu
MCNOJb3YIOTCS AOMNOSTHUTESIbHbIE METObI
ONArHOCTUKN (LIMTOreHETUYECKOE,
broxnmMmyeckoe, MoneKynapHoO-reHeTn4YecKoe
nccnenoBaHue).



Tanbl MIK:

NTEHETNYECKOIro pmcCcka.

FeHeTnYeCcKn pUCK — 3TO BEPOSITHOCTb MOSIBIIEHUS]
onpeaeneHHon HacneaCTBEHHOM NATONOMUN Y
06paTMBLLErOCS 32 KOHCYNbTaLUMEN UNN Y €ro NOTOMKOB

OnpeneneHne ero cteneHn ocyLLecTBIsgeTcs:

a) NyTeEM TEOPETUYECKUX PACUYETOB, OCHOBAHHbIX Ha
reHETUYECKUX 3aKOHOMEPHOCTSAX, C UCMOJIb30BAaHUEM
METO/I0B NEHETUYECKOro aHanmM3a U BapuaLMoHHOM
CTaTUCTUKM

6) C NOMOLLLIO SMNUPUYECKMX OaHHbIX ANs
MYNbTUMAKTOPUASIbHBIX U XPOMOCOMHbIX Hone3Hen

B) MpU CTPYKTYPHbIX NEPECTPONKaX 3MNNPUYECKNe AaHHbIE
KOMOMHMPYIOTCA C TEOPETUYECKMMU PACUYETAMM.



3tanbl MINK:

« 3 3Tan OueHKa reHeTU4YeCKoro pmcka 6os1iesHm
(NnporHo3 noToMcTBa)

= MeaunKo-reHeTMYeCcKMn NporHo3 BKIOYAET B cebs
TPW 3/1EMEHTA:

= OnpeaeneHne cteneHn reHeTn4eckoro pmcka

= OLIEHKY TSDKECTU MEAULIMHCKMX U COLIMANbHbIX
nocneacTesun 3abonesaHus

= MEepPCneKTUBY NPUMEHEHUS METOAOB NMpPeHaTaIbHOM
AWNArHOCTUKM,

« [lpaBuMnbHOE COCTaBieHne MeanKo-reHeTU4YeCcKoro
NMPOrH03a 3aBUCUT OT. TOYHOCTU ANAlrHO34q,

a[leKBaTHOCTU NPUMEHEHNSI METOAOB pacyeTa
rnNRPHeTnyeckoro nnncka: _RHAKOMCTRA C HOBEI/ILIJI/IMI/I



FeHeTn4YeCcKnum puck

OLleHMBaeTCcs No cneayrowmuMm
KpUTEpUAM:

= - HA3KWI pUCK, ECNIU He AocTUraeT 5%
(NpOTMBOMOKAa3aHNN K AETOPOXKAEHMNIO HET)

= - CPEOHUN pUCK, ecnun paBeH 6-20% (pekoMeHaaumm
NO NMNAHUPOBAHUIO CEMBbU 3aBUCAT OT BENTUYUHDI
pPUCKa M TAXKECTU MeAULMHCKUX U COLMAbHbIX
NoCNeaACTBMM AaHHOrO 3aboneBaHns, a TaKkxKe oT
BO3MOX>XHOCTW MPOBECTM NpeHaTanbHy ANAarHOCTUKY)

= - BbICOKMM pUCK, ecnun cBbiwe 20% (He
DEKOMEH/YETCA AanbHeNLlee AETOPOXAEHNE B
NAHHOM ceMbe 6e3 06513aTenbHOro NPUMEHeEHNS
metoaos /).



[eHOTUN N heHOTUN
(TpPaAMLUMOHHLIN B3rnsaA)

* [eHomurnm - COBOKYyNHOCMb 2eHO8 OaHHO20
op2aHu3mMa. YacTo noj reHOTUMNOM NOHMMALOT
OAHY UMW HECKONbKO Nap anmnenbHbIX reHoB.,
KOTOpble OTBEeYaloT 3a OANH N TOT e NpusHak

* ®eHOmMuUI - COBOKYNMHOCMb NMPU3HaAKO8
daHHO20 opaaHu3ma, heHoTun hopmunpyeTca B
pes3yrnbraTe B3anMoaenCcTBUSA reHoTuna ¢
BHELLHeN cpeaon

FrEHOTWUN - ®EHOTUN
Cpena




INo MeHpena npupoaa
HacneacTBeHHOCTU Oblna 3araikon

* (OCHOBHbIE 3aKOHOMEPHOCTH
HacrnenoBaHua ObInn
oTKpbIThl . MeHaenem 1
cchopmynmpoBaHbl UM B 1865
r. B pabote «Ornbimbl Had
pacmumerbHbIMU
aubpudamuy

* OTW 3aKOHbI ObINK
nepeoTKpbIThl B 1900 T
I. ne ®pusom,
K. KoppeHcoM 1

3. Yepmakom. perop MeHaenb
(1822-1884)

i




UYTo Takoe meHaenupyowmne
NPU3HaKN?

|
* MeHOenupyrowjue npusHaku — amo
fpu3HaKu, NodYUHSOWUECS OCHO8HbIM

3aKoHaM HacriedoeaHUs, ycmaHo&eHHbIM
[. MeHOenem

* Bcem aykapuoTU4Ye€CKUM OpraHu3mam
npucywn otkpbiTble [. MeHaenem obLwune
3aKOHOMEPHOCTN HacneaoBaHNS NPU3HaKOB



OCHOBHbIE MOHATUSI U TEPMUHDI
!_ reHeTUKM

* MaBHLIM NocTynart
MeHnens: kaxOobil rnpusHak

oripedersisemcs napou
AnneneHble
HacsiedcmeeHHbIX s
3adamkos (asnesibHbIX
2eHos)
* AnnernbHble reHbl
Haxo4AaTCA B OANMHAKOBbIX __Annenbhble
reHbl

FNTIOKycax roMoJiIormyHbIX
XPOMOCOM W KOANPYHOT
OAUH U TOT XKe NMpu3Hak

\w_)

[omMonornyHaa napa



AA aa Aa
Ocobun ¢ oanHaKoBbIMN annenbHbIMK Ocobb, umetoLjas pasHblie
reHamu romMo3uroTHbl N0 JaHHOMY NMPU3HaKY annenbHble reHbl —

reTepo3unuroTta



JJOMUHaAHTHLIE U peLlecCuBHbIe
nPpu3HakKu (reHol)

* [. MeHOernb esesri noHsIMus
OOMUHaHMHbIX U peuecCcUB8HbIX
rnpu3HakKoe (2eHoe8)

* Annenb, onpeaensarwmnn deHoTUnN
reTepo3nroTbl - AOMUHAHTHbLIN.
Hanpumep, reH A B reteposurote Aa.

* [pyron annenb, He NPoABNAOLLMA cebsay
reTepo3nroTbl — peLeccuBHbLIN (a).



OcHOBHbIe 3aKOHbI HacnegoBaHusA
‘ npusHakoB no MeHpento

1. 3akoH eguHooOpa3usa ruopmnaoB
rnepBoro nokoreHus

P:. AA x aa

¢ ® @
E: Aa



2. 3aKOH pacilienneHusa Ha
deHOTUNUYECKUe Knaccbl rmopuagos
BTOpOro nokoneHuvs. [pu
CKpeLlmBaHnum rmopunoB nepBoro
NoOKOJSIEHNS Mexay coboun (T.e.
reTepo3nroTHbIX ocoben) nony4yaercs
creayrwmn pesynerar

P(F,): Aa x Aa

6: A @ES

F,:  AA, Aa, Aa, aa

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



3. 3aKoH

b HE3aBUCUMOIO o ®
KOMOWHMpPOBaHUS <
reHoB. [1pu . >
ANrmopunaHom |
CKpeLuyBaHUy P (8
Kaxkaas napa e
NPU3HaKoB B R AL XKL
NOTOMCTBE [ aeT *
pacLlenneHme @<
HE3aBKC/MO OT PR
Apyroi napsl. ra

9:3:3:1=(3:1)2 OurnbpupHoe ckpewmBaHue



MexaHu3mMm B3ammMmoageucTBus
reHoB

* Bsanmopgencrteme reHoB MmeeT BUOXNMUNYECKYIO
OCHOBY

* [eHbl HenocpeaCTBEHHO HE B3aUMOAENCTBYIOT
MeXxay cobon (3a NCKIMIOYEHNEM CrnyYvaes
KOHbIOraumm u KpoccuHropepa)

* Bsaumopaencrteue reHoB — 31O
B3anMoJencTBue NpoayKToB reHoB B
uuTonnasme. MimeHHo aTo onpegense~
chopMunpoBaHmne nNpusHaka.

| TrEH1 | | TEH2 |

WPHK WPHK

Benok 1 Benok 2

E——

J L
MPU3HAK




e

Tunbl B3aMuMmoaemncTBuA reHoB

* Bce Tunbl HacnegoBaHUsa — 3TO pe3yribrar
B3aMM0£|,el71CTBMﬂ reHoB

* [[eHbl ObIBAIOT:

— arnrielribHble (HaXOﬂ,FlTCFI B OAVNWHAKOBbIX
JIOKyCaXxX roMmoJ10rm4HbIX XpOMOCOM)

— HeannernbHble (HaXo04ATCA B pa3HbIX FIOKycax
FOMOJSTOMMYHbIX XPOMOCOM U B PasHbIX
XpoMocomMmax)

A ||a afm— ArnreribHble reHbl

g HeannernbHbIe reHbIl



[ B3aMMO,ﬂeﬁCTBMe reHoe ]

o

[ AnnenbHbIX reHOB ] [ HeannenbHbIX reHOB }

1. MonHoe AOMUHUPOBaHUe 1. KomnnemeHTapHOCTb

A - @

2. HenonHoe goMMHUpoBaHue
A 2. AnucTas

B
unn A/— MpPU3HaK

A + B — lNMpusHak

3. KopomuHupoBaHue

IAIB - @AB

3. Monumepusn

C+ ]+ E — lMNpusHak

4. CBepxgoMUHUpoBaHue
Aa> AA

4. 3dcheKT NonoxeHnA
5. AnnenbHoe UCKNIKYeHue



* MonHoe AOMUHMNPOBaHUNE -
OAWH annenb reHa B reteposnroTe
MOMHOCTbIO CKpbIBaET NPUCYTCTBUE
BTOpoOro annensa (0AnH N3 aByx
B3aMmMoaeUCTBYOLLNX PepMEHTOB
3HauYuTenNbHO akTuBHee). VIMeHHo
NoaToMy BCe rmbpunabl nepeoro
nokoneHns eanHoodpasHbl 1 Mo
deHoTUNy 1 No reHoTuny.



HenonHoe goMuUHUpPOBaHUe

* HenonHoe GoOMUHUpOBaHUe CBA3aHO
C NPOMEXKYTOUYHbIM MPOABRNEHUEM
Npu3HaKa rnpu reTepo3nroTHOM AA
cocToAHUN annenen (Aa).

* [lo TMny HeENonHoOro AOMUHUPOBaHNA Y
YenoBeka HacneayTca
— B€JINYNHa HOCa — e
— BbINYKNOCTb ry6
— pasmepbl pTa u rnas Aa'!
— paccTosiHue Mexay rnasamu. ..
* HenonHoe noMMHUpOBaHUe
NPOABRMAETCA BO MHOIMMX Npu3HaKkax u
TEX cnyvyasax, Korga
B3anMoAencTByowmne hepmMeHTbI
HEe3Ha4YNTENbHO OTIMYAKOTCA MO CBOEN Ca
aKTUBHOCTU



OKa3biBalOTCHA U PpaoOoTalOT BMECTE iBa
AOMWHAHTHbIX reHa oAHOBPE&MEeHHO, TO eCTb
AXKAbIX annesnb geTepMUHUpYeET CBOM
N3HaK

[ pynnbl KpoBu B cucteme ABO

IA—-@ A
ool A>0
| -IB —-@ B =
10 -@ B>0 IA IB
ArnneribHble 2eHbl, onpedensouue ' A
epynnbi Kpoeu, Haxodsimcsi 8 deesamou
nape XpoMocoM yernoBeKa
B
I I i AV
IV rpynna kposu
1010 IA IB IA Jlrogn ¢ yeTBepTOI rpynmnown
1A IB IB KPOBW - NpumMep

KOAOMUHWNPpOBaHNA
IAIO IBIO



=l

MHO>eCTBEHHbIV annenmam

* Hacne,qOBaHme no Tuny KOOAOMMHUPOBaAHUA
TECHO CBA3aHO C npo6neM0|7| MHO>XeCTBeHHOIo
ariyiesqimuamMma

* PeHOTUNNYECKOE npoABJieHNUEe Ka>X40ro

MeHAeNnnpyrouwero rnpm3Haka oCHOBaHO Ha
B3aMMOAeNCTBUN B reHoTuUne ABY X
annesrbHbIX reHoB. OgHaKo KONMNYeCcTBO
annenen B Yyeropevyeckas nonynaunAax garie Ko
HE BCerda paBHO ABYM



* Ckosibko 6bI anneneu He cywecmeosasio 6
rnonyrayuu, ripuUsHak 6 KOHKPemHOM opeaHU3Me
onpeden,qemc,q coyemaHuem mosibkKo dsyx us
HUX

* flBNeHne MHOXeCTBEHHOro annennsma
onpeaenseT doeHOTUNNYECKYHO reTePOreHHOCTb
YyenoBe4yecKUxX Nonynaunin, aTo ogHa U3 OCHOB
pa3HooOpa3unsa reHocpoHAa YenoBekKa

* B ocHoBe 3aTON MHOXXECTBEHHOCTU neXxar
reHHble myTauum (noriesaHble, HenTparkbHble,
BpeaHble), U3MeHsLWMe nocrneaoBaTeribHOCTb
a30TUCTbIX ocHoBaHM Mmonekynbl OHK B
y4YacTKe, COOTBETCTBYOLWEM AaHHOMY reHy




CBepxaoMUHUPOBaHUE

* CBepxXxOAOMUHUpPOBaHNE — MposABIISAETCSA
B TOM cliydae, Korga AOMUHaHTHbIN
annenb B reTepo3nNroTHOM COCTOSHUM
NPOSABMSETCSH CUNbHEE, YEM B
romo3unrotHom (Aa > AA)

* OTO NMoHIMuUe Kopperupyem ¢

aghhekmom eemepo3uca N CBA3IAHO C

TakMMM CINOXHbIMU MPU3HaKamMu, Kak

)KU3HeCcrnocooOHOCTb, oOLlas

NPOAOIMKUTENIbHOCTb XWU3HU U Ap.




AnnenbHoe UCKNYeHue

AnnenbHoe UCKIKOYeHUe - 3TO pe3ynbraT UCKMIOYEHNA OQHOro U3
annenen B pesysibrate nHaktneBauum ogHON U3 rOMoJIOrMYHbIX
XPOMOCOM

Mpumepom 3Toro Buaa B3auMoeCTBUA FrEHOB ARNAETCS
WHaKTUBaLWS ofHOl N3 X-XPOMOCOM B >XEHCKOM OpraHusMe, YTo
NPUBOAUT B COOTBETCTBUE COAEPKaHNE anneneil X-XpoMocom y
MYXCMUH W YKEHLWNH

NHaktnBayma X-XpoMoCcOMbl MPOUCXOAUT Ha paHHUX cTaguax
ambpuoreHesa >XeHCKON 0cobu U NMpn 3TOM NHAKTUBUPYIKOTCA pasHble
XPOMOCOMBbI (M1 OTL{OBCKUE, UMM MATEPUHCKNE) B pasHblX YacTaAX
amOpuoHa

3TO NPUBOAUT K TOMY, YTO B pa3HbIX OpraHax u TKaHAX B3pOCJIoro
opraHM3mMa akTMBHbI pasHble annenu X-xpomocom. MoaTomy
XeHLNHbI ABMAITCA MO3anKaMM, T.€. pasHble YacTu Tena MoryT
obnapartb BapuaHTamy NPOSBNEHUA TOro »e rnpusaHaka,
nepeaaBaemMmoro Yepes X-XxpomMmocomy




Bzaumogeuvcreue Heasi/1e/1bHbIX
reHoB:’:

anucras

* JNMUCTa3 — 3TO TaKoW TUM
B3aMMOAENCTBUSA HeannernbHbIX FEHOB,
Npu KOTOPON ofHa napa annenbHbIX reHOoB
noAaBfisieT AENCTBUE ApYyron napbl

[omuHaHTHbI anuctas B

unu 9(—» MpusHak

PeueccuBHbill anucTas

b

Cynpeccopbl 1nm  [MnocTaTUyeckuin rex
NHrMbuTopbI



HABNeHune anucTtasa
OTKPbLITO NPU aHanuse
HacnegoBaHUA MacTu
nowanen

13BECTHO, YTO BOPOHas
oKpacka onpenendaercd
OOMMWHAHTHLIM annenem
B, pbiXKad — peLeccuBHbIM
annenem b, 1OMUHAHTHbIN
annenb C n3-3a paHHero
nocegeHna Boroca gaet
CEpYo MacTb.
HopmanbHbIM annerb — €.

[ OMO- 1 TETEPO3UTOTHI MO
C — Bcerga cepble,
HEe3aBUCUMO OT anneneun
reHa B

CB

Cepasn’

CCBBL |

CB

Cepan
CCBB

Cb |

‘Cepas
CCBb

CcBB

Cepas
CcBb

Ch

Cepas
CCBb

“Cepasl.
CCbb

Cepas
CeBb
iy

Cepan

Ccbb

Cepasa. |
CeBb = |

| Prrxas
i cchb

cb

Cepas
CecBb
=]
|
Cepan
Ccbb

Boponas Bopouasn

ccBB

Boponas

¢ccBb

ccBb

]
|
|

'Puxan
cchb

12:3:1




+

= JMUCTA3 y yesioBeka Hanbonee
XapaKTepeH AJ19 reHoB,
YUYACTBYIOLLUX B peryasiumm
OHTOreHe3sa U UMMYHHbIX CUCTEM
yesioBeka



«bombenckmn peHomeH» - npumep

anncTaada
O
W

B UHaun 6bina onucaHa ceMbsi, B KOTOpPOW poAUTENU UMENU BTOPYIO
(AO) n nepsyto (OO) rpynny KpoBU, a UX AT — YETBEPTYIO (ABE)VI
nepsyto (OO). YTobbl pebeHok B Tako cembe nmen rpynny kposu AB,
MaTb JOMMKHA UMETb rpynny Kposun B, HO HuKak Hu O.




lMo3xe 61710 8bISCHEHO, YMo 6 cucmeme 2pynn Kpoeu ABO
umMeromcsi peyeccueHble 2eHbI-MOOUpUKamopbl, KOMopbie

8 20MO3U20MHOM COCMOSsIHUU rnoodaeJsisirom JKCrpeccurw aHmueeHos8
Ha rnoeepxHocmu apumpouyumoese

ﬂ_ hh —> deHoTUN rpynnel Kpoeu 0

[eH-cynpeccop h B roMO3UroTHOM COCTOSIHUM NogaBnsaeT AencTene
annena B

AH | a @ B_hh

i &

* JloKkyc reHa-cynpeccopa He cLenmeH ¢ JIOKYyCoMm
ABO

* [eHbl-cynpeccopbl HacreaylTCa HE3aBUCUMO OT
reHoB, onpegensawowmnx rpynnbl Kposn ABO




+

. boMbenckumn peHoMeH nMmeer yacrorty 1
Ha 13 000 cpeau nHAYCOB, rOBOPALLNX
Ha fi3blKe MaxapaTyu U XXUBYLLIUX B
oKkpecTHocTsiX boMmbesn

« OH pacnpocTpaHeH TaK)Xe B U30Ji1iTe Ha
ocTpoBe PetOHbOH

« Mo-BMAMMOMY, NpU3HaK
AeTepMUHUPOBAH HapyweHueM OogHOro
"3 (hepMeHTOB, Y4aCTBYHOLLUX B CUHTE3e
aHTUreHa



KomMmnrnemMmeHTapHOCTb

* KoMnnemMeHTapHOCTb — 3TO TaKOW TUMM
B3aUMOAENCTBUS, NPU KOTOPOM 3a
NPU3HaK OTBEYaloT HECKOSTbKO
HeannesnbHbIX rEHOB, NPUYeM pasHoe
coyeTaHne JOMUHaHTHBLIX U peLeCCUBHbIX
annenen B X napax n3aMeHseT
beHoTUNnYecKkoe nposBneHne npmnaHaka

Hanpumep,
A _bb — npusHak 1 aaB_ — npusHak 3
A B — npusHak 2 aabb — npusHak 4



* KomMnemMeHTapHOe B3anMoeNCTBNE FEHOB
Obino obHapyxeHo B Hadane 20-ro
CTOJIETUA NMpU aHannae oopMbl rpedHsa y

Kyp

PosoBuaHbIN [opoxoBUAHbIN OpexoBUAHbIN JincTtoBUAHbIN

A_bb aaB_ A B_ aabb



F2

P:

F1:

PO3.

AaBb (opex)

AAbb x aaBB

rOPOX.

P (F1): AaBb x AaBb

o\? AB Ab aB ab
AB Opex. Opex | Opex ' Opex.
AABB | AABb & AaBB AaBb
Ab Opex Pozos. Opex. Posos.
AABb AAbb AaBb Aabb
2B Opex. Opex. Topox. Fopox.
AaBB AaBb aaBB aaBb
b Opex. Pozos. Topox. JIncros.
AaBb Aabb aaBb aabb

9:3:3:1




Elle oauH npumep:
* A B — HopmanbHbIA CIyX
* aa_ _ — Inyxora

*  bb — rnyxora

Fnyxue pogurtenu '
aaBB ‘. AAbb

.

HopmanbHbin cnyx AaBb AaBb




MOHOreHHbIe U NOSIUreHHbIe
NMPU3HaKN

deHoTUNMYEeCKNe NpuU3HaKu No ocobeHHOCTAM NPOARBRMNEHNA ObiBalOT
AByX TUNOB. Ka4eCTBeHHbIe N KoJfin4yeCTBeHHbIe

KayecTBeHHbIe NPU3HaKu (MOHOreHHbIe) - 3TO OTYETNNBbIE
NpU3HaK1 - pasBUTUE U NPOARNEHNE KOTOPbIX 3aBUCUT OT
3KCMPECCUN reHOB OfHOI afnnenbHou Napbl. 3TO Knaccu4veckne
MeHaereBcKue ankTepHaTUBHbIE NPU3HAKNU. 3TN NPU3HaK1 MOryT
KacaTbCA pasmepa, LiBeTa, CTPYKTypbl, rnorna u ap.

KonnyecTBeHHbIEe NPU3HaAKN (MONUreHHbIe) - 3TO U3MEPAEMbIE
MPU3HaKN, KOTOPbIE HE UM EIOT ABYX YETKUX anbTepHaTUBHbLIX chopM,
LEMOHCTPUPYIOT LUMP OKUW CMeKTP heHOTUMNOoB, UMEKLWNX MHOro
MPOMEXYTOUYHbBIX hopm. OHU OOLIYHO KOHTPONMUPYHOTCA Ooree Yem
ofHOW napou reHoB 1 moryT moancgpuumposaTtsca pakTropammu
OKpYyXaroLien cpeabl.

KonnyecTBeHHbIE MPU3HAKN BKNOYAKOT POCT, BeC, LIBET KOXU,
pa3smep opraHoB, ¢popma nuua, BOCNpPMUMUYNBOCTDb K
3aboneBaHusaAM u gp.



[Monumepus

* NMonnmepusa — obycrnoBneHHOCTb
onpeaeneHHoro Npua3Haka HecKoNbKUMM

napamun HeannenbHbIX reHOoB,
obnagaroLumx oanHaKoBbIM AENCTBUEM.
Takue reHbl Ha3bIBalOTCH

noriuMe pHbIMMU



* [lo Tuny nonnmepbix reHoB HacnenyeTcd NMrMeHTaluns
KOXW Yy YernoBeka. Hanpumep, B NOTOMCTBE Y
YepPHOKOXEro 1 Bernon XeHLLHbI poXaarTca AETHU C
NPOMEXYTOYHbIM L|BETOM KOXW - MYI1aThbl

* Y cynpy»eckon napbl MynaTtoB poxaatoTca AETH, MO
LIBETY KOXW BCEX TUMOB OKpackn, oT YepHoWU A0 Benon,
YTO onpependaeTcda KoMouHauuen AByxX nap anneneun
NOJSIMMEPHbIX FEHOB

AABB X aabb
Yep HOKOKHI _ Oebii

AaBb
MVIIATHI

v

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

YepHOKOKHe “TeMHbIC” MyJIaThi “cremibie”  Oenbre



* LIBET KOXW 1 BONOC YeNoBeKa, a Takxke
LIBET pafy>kHo 060M04KkM rnas
obecneumBaeT NMUrMEHT MeNaHuH.

* CyLuecTBYeT ABa TUMNa MeJilaHUHOB:
aymMernaHuH (YepHbIN U TEMHO-
KOPUYHEBbLIN) U (>KenTbIn U

PBPKUN).



Bce uBeTa BOJIOC, 32 UCKITIOYEHUEM PbIKUX,
COCTaBIAT HenpepbIBHbIA PS4 OT TEMHOro 40
CBeTNoro (COoTBETCTBEHHO YMEHbLLUEHNIO
KOHLIEHTpaLMn MenaHunHa) u HacneayrTCcs
MOJINTeHHO Mo TUNY KYMYrATUBHOMN
noriMmmepum

TN Pa3sindnA 06YCJ'IOB.I'IeHbI KoJin4yeCctBeHHbIMUA
N3IMEeHEHUAMWU B COA4epPXXaHUN SyMeJlaHUHa

LIBeT pbIXKMUX BOSIOC 3aBUCUT OT HaNn4uns
deymenaHnHa

OKpaCKa BOJI0C 0ObIYHO MeHseTCca C BO3paCTOM
U CTa6v|nv|3|/|pyeTc;| C HacCTyrnneHnem NoryioBou
3pPeJioCTH



A deKT NoNoxeHns

* 3dpekT NnonoxeHNA — B3aUMHOE
BINAHNE rEHOB O4HOW XPOMOCOMbI,
3aHUMarLWmx ee Gnuanexawmne noKychl.

* AHTUrEeH «pesyc-chakTop» (Rh+)
obycnoeneH genctenem Tpex reHos C, D,
E:

* [lpu ognHakoBom reHotune CcDDEe, HO
pa3HOM B3aMMHOM pacrnonoXXeHUn reHoB B
XpOMOCOMax CUMHTE3NPYETCA pa3Hoe
KONMMYECTBO aHTUrEHA:

CDE/cDe — mHoro aHtureHa E, Ho mano C;
CDe/cDE - HaobopoT, mano E n mHoro C.




[lnenoTponus

CuymnTaeTca, YTO KOHKPETHbLIN MeH onpeaenseT pa3BuTue
OAHOIo onpeerneHHoro rnpu3Haka

OnHako, U3BeCTHbI NreHbl, KOTOPbIE BIUAKOT HE TONbKO
Ha MNMPU3HakKn, CBA3aHHbIE C HUMWU, HO TakKXe MOryT
OKa3bliBaTb BJIMAHWUE HaA pa3BUTUe OPYTUX NPU3IHAKOB

Takon reH BbI3bIBAET NPOABNEHNE CBOErO
cneyunduyeckoro npmusHaka (OCHOBHOW 3PAEKT) U
CBA3aHHbIX C HUM APYrUX NPU3HaKoB (BTOPUYHbIN

3o ekT)

3aBNCMMOCTb HECKOMbKMX MPU3HAKOB OT OAHOMo reHa
HasblBaeTcsA ninenoTponuen, a redH, UMetoLLnn
MHOXeCTBEeHHOEe peHOTUNMYECKoe BO3OENCTBUE,
Ha3bIBaETCA NJIeUOTPONHbIM reHoM (rp. pleios
-MONHbIN, tropos - cnocob)



— MpusHak 1
NMnenotponHbin FrEH — lMpu3Hak 2
— MpusHak 3

Hanbonee Apkum npumMepom nnenoTpornHoro AeNcTBUA reHa y
yenoeeka apnaetca cuHapom MapdaHa. ApaxHoaakTunma
("mayybn"” nanblbl) — OAWH N3 CUMMTOMOB cuHApoma MapdhaHa.
[pyrne cuMnNTOMbI. BbICOKUA POCT U3-3a CUNbHOIO YAJIMHEHUA
KOHEYHOCTEN, rMnepnoaBMXHOCTb CYCTaBOB, BeAYLUA K
Bnn3opyKocTN NOABLIBUX XpyCcTanuka, aHeBpnama aopThl

CUHAPOM C OQNHAKOBOW YaCTOTON BCTPEYAETCA Y MY>KUUH U
YKEH LLNH

B ocHoBe nexunT aedeKT pa3sBUTUA COeﬂMHMTeﬂbHOI\"l TKaHW,
BO3HUKaOLWWNIA Ha paHHUX 3Tanax OHTOreHesa U NpuBoAALLNN K
MHOXXECTBEHHbIM CPEHOTUNMNYECKUM MPOABNEHUAM.

Cungpom MapdaHa



[lepBnyHaga n BTopmnyHas
nnenoTponus

* [Mpu NnepBUYHOU MNIIENOTPONUU FEeH
NpPosiBrisieT CBON MHOXXeCTBeHHbIN 3 hekT

* Hanpumep, npu bonesHn XapTHyna myTtauums
reHa Bbl3blBaeT HapyLLleHNe BcacblBaHUS
TpuntodaHa B KULLEYHNKE N ero peabcopbuunio B
noYyeyHbIX KaHanbLax

* [lpn aTom nopakatoTcs n memopaHbl
anuTennanbHbIX KNETOK KALWEeYHUKa, U
NoYeYHbIX KaHanbLEB C COOTBETCTBYHOLWUMU
HapyLUeHNaMN



* [pn BTOpUYHOU NSIeNOTPONMUN NMEETCSH O4HO
nepBu4YHoe heHOTUNNYECKOEe NPOSIBIIEHNE reHa,
BCriej 3a KOTOPbIM pa3BUBAETCS CTyNeHYaTbIN
npouecc BTOPUYHbIX N3MEHEHUI, MPUBOAALLNN
KO MHOXeCTBEeHHbIM 3adpcheKkTam

* Mpumepom sBnsieTcsa ceprnoBUAHOKNETOYHAS
aHeMuns. aHeMus, cnreHomeranusa, nopaxeHune
KOXW, cepaua, nevyeHn N novyek — amo
emopu4Hbie aghgbekmel. [lepsuyHbIl 3ghchekm —
aHoManua remornodbuHa

* BropuyHasa nnenotponus bonee
pacrnpocTpaHeHa, YeM nepBUYHas



[I‘Iep BUYHasA NnenoTp onm] [BTO pU4YHas NNenoTp OHMH]

'EH N'EH
l l
OepMeHT DepmeHT
l l
Llenb Xxumuyeckumx Llenb Xxummyeckmx
peakLni peakyum
l
/ \ [Tpu3Hak A
l
B
[Tpn3HaKk A | I'IpmaHI%EI@HaK

[1pu3Hak B MpuaHak C



Moa reHeTUYeCKOMU reTeporeHHOCTbio
HacneacTBeHHbIX 60s1e3HeN NOHUMAIOT
KJIMHUYECKU eiuHoe
3aboneBaHue Moxet 6bITb 06yCcNnoBIEHO
MyTauusiMM B pa3HbIX reHax JIOKYCHasl

reTeporeHHoCTb

Unu, xorga MytTauuMm B OAHOM reHe
06ycnoB/iMBalOT pa3Hble KJINMHU4YeCcKue
¢dopMbl ogHOro 3abonesaHuns, Un

pa3Hble 3aboneBanun a/l/1€/ibHas
reTeporeHHoCTb



1 EHETUYECKAas
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JIOKYCHASA TEHETNYECKASA
FTETEPOrEHHOCTD

Harin3 NOKYCHOW reHeTU4eCKou
reTeporeHHOCTU TeoOpPeTUYECKHU
NO3BONSAET BbIABNATb KOMMNMEKCbl reHOB
N KogupyemMblie UMUN MOJIEKYNAPHbIE
KOMMJIEKCbI, OCyLluecTBNsAAIOLWMe
anemMeHTapHble ousnonornyeckue
byHKLMN
Takou aHanu3s ABNAeTCA UHCTPYMEHTOM
dyHKUMOHANBHON FrEHOMMUKMU



ANN1€/ibHaA NrEeHeTnyeckas
reTeporeHHoCTb

* HacneacTtBeHHbIX 6onesHen

« AnnenbHas rereporeHHoOCTb
HacneacTBeHHbIX bonesHen,
obycnossieHHass MyTauusamMm B
OAHOM reHe, BbisiBNsieT
pa3Hoobpa3ue byHKLNN 3TOro
reHa v ero nNpoayKToB BO BpeMeHU
M NPOCTPAaHCTBE U UX yyacTtme B
pa3HblX MeTabosinuecknx cerax



JlaMMHONaTUM — NnpuMep

aJiNesIbHOU reTeporeHHoCTM!
| HacneacTBeHHbIX 601e3Hen

= JTaMmmHonatum — rpynna 3abonesaHun,
0OyCNOB/IEHHbIX MyTauMsIMU B TEHE
nampmHa A/C, KoTopble npuBOAAT K

M3MEHEHUIO  CTPYKTYpbl

U

C

DYHKL MM

nammHos A n C. 3T 6enkn coctasngaroT
OCHOBY TOHKOW SAEPHOUN MNACTUHKMN,

COCTaBMAOWEN  BHYTPEHHUU

0epHOMN 060N104KMN.

C/ioun



HacneancreeHHble 60ne3Hn, o6ycnoBsieHHble
LMSAMMU B reHe namMmuHa A/C

= MblweyHas auctpodpusa dMepu-pendyca

= [10SICHO-KOHEYHOCTHAas MbllleyHas ANCTpodus
« AnnataumoHHas KapanoMmonaTus

= Jlunoanctpodusa ceMenHasi, YactmyHas

= [lporepus NeTumnHcoHa-Indopaa

= ATUNWYHBLIN cMHApPOM BepHepa

= Llapko-Mapu-Tyc 6onesHb, Tvn 2B1

= PecTpukTnBHasa aepmatonatus u T.4.

= Bcero 11 Ho30n0rM4yecknx opm



* Takum obpasom, y YerioBeKa, Kak U y ocTarbHbIX
9yKapuoT, N3BECTHbI BCe TUMbl B3aUMOAENCTBUA
annenbHbIX reHOB U 6onblLoe KONMNYecTBO

MeH4erMNPYRLWUX nNpu3HaKos, oripejeride MbliX
STUMWU B3aNMOAENCTBUAMMN.

¢ MCI'IO.I'Ib3y5'-I MeHA4elneBCKNe 3aKOHDbI
HacriejopaHA, MOXHO pacCyHNTaTb BEPOATHOCTDb
POXA4AEeHNA AGTGVI CTeEMUN UITN NHBbIMW
MeHA4EeMNpyrwWnmMmn npn3Hakavn



Tunbl HacnegoBaHUSA

* [1ns yenoBeka, Kak 1 ang apyrux
3yKapuoT, XapaKTepHbl 6ce Munbl
HacJsie0o8aHUS:

— aymoCOMHoe,

— HacrnedoseaHue rpu3HaKos, CyernieHHbIX ¢
10/108bIMU XpPOMOCOMaMu (20HOCOMHOE),

— HacsiedoeaHue ripu e3aumodelticmsuu
HearserlbHbIX 2eHO08



HacnepnoBsaHue

l l

MoHoreHHoe NMonureHHoe
AyTOCOMHOE FoHoCcOMHOe
[1oMnHaH- Peueccue- X-cuenrneHHoe Y-cuenneHHoe
Hoe HOe (ronaHapuyeckoe)

[loMmnHaHTHOE PeueccusHoe



Hanbonee yp,OGHbIM MmeToanyeCkuM noaxoaom K aHalnu3y HacnegoBaHNA NpUu3HakoB
B HECKONMbKNUX NOKOMEHUAX SBNAETCS reHearnornyecku MeTosy, OCHOBaHHbIN Ha
NOCTPOEHNN POAOCITOBHbIX

b

L] Myxumna (] (O HenopaxeHHsbie DEOBnmaxo-

() YeHumHa MopaxeHHbIe T e e

3 - W @ 00 BnmaHeus

(> Non [¢] (*) Hocurenu 1 & ymepime
HEeW3BeCTeH

OCHOBHble CUMBOSbI POAOCITOBHbDIX



O..-D -sHeOpayHan
CBA3b
-CHECHI
On -npoGaxa @ C% ~MOHO3UrOTHLIE
Gnu3Helb
-NON HeWIBECTEH d& E%
~DAINFOTHLIE

Gnnaneun
A ~BbIKUALIL

‘ -MeanUMHCKui abopr

-6eCnnoaHbIA
ﬁpax

-sHebpavHoe
NOTOMCTBO

‘ ~MEPTBOPOXOEHHBIA . .
-60NbHbE
D‘O -6pax .j O ~FETEPO3UTOTHHIE

E ~HOCHTENM peuec-

CHBHOro resa

D=O -KPOBHOPORCTBEHNHbIH DI OI -uHO 0Bcne-
6pax ¢ +  POBaHHbie
O‘D‘O -NOBTopHLI Gpax z @ -ymeplume

C60p naHHbIX HAYMHAETCS C
npobaHaa - YesloBeKa,
POOC/TOBHYO KOTOPOro
HY>XHO COCTaBUTb. bpaTbs U
CecTpa ero Ha3blBatoTCH
CU6CHbI.

[nsa cocTtaBneHus
POZIOC/IOBHOWN MPUMEHSIIOT
YC/TIOBHble 0603Ha4eHns n
enatT rpaumyeckue
n3o0bpaxxeHus



AyTOCOMHO-AOMUWHAHTHOE
HacrneagoBaHUue

* [lepBoe onucaHne ayToCOMHO-
JOMMHAHTHOro HacnegoBaHUA
aHoManu y yenoseka gaHo B 1905
r. ®apabu. PogocroBHas Obina
cocTaBneHa A1 ceEMbU €
KOPOTKOMNanocCcTb
(bpaxupakTunuen). Y 60nbHbIX
YKOPOYEHbI U YaCTUYHO
penyLUnpoBaHbl anaHri nanbLes
PYK N HOT, KPOME TOro, B pe3yrbrare
YKOPOYEHNA KOHEYHOCTEN, ANA HUX
XapakTepeH HU3KNUIA POCT.




AyTOCOMHO-AOMWUHAHTHbIN TUI
HacnepoBaHusa (A)

_.
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123/‘456 7 10 11 12 13 14 15 16
bone3Hb BCTeYaeTcs B Ka>XOM TMOKOJ1IeHUA pOD,OCJ'IOBHOVI.
CooTHOLWEeHMe 60JIbHbIX MalIbYNKOB U AEBOYEK PABHOE.

BeposiTHOCTb poxaeHunst 6onbHOro pebeHka, ecnun 6o5eH oanH U3
poauTenen, pasHa 50%.

MoryT 6bITb NPOMYCKM B MOKOJIEHUAX N3-3a MaNION 3KCNPECCMBHOCTH
N HU3KOW MEHETPAHTHOCTU UNN HANNYNS SNUCTAaTUYECKOro reHa




1 2 7 9 10 11 12 13

* [lpn3HakM ayToCOMHO-OOMMUHAHTHOIO HacriegoBaHUA:

— MMopaxeHHbIN YeNoBeK UMeeT, Mo KpanHen mepe, oiHOIo
nopaxeHHoOro poauTens

— lMopaxaroTcA NOTOMKU 000UX NOJSIOB
— Mepepaetcsa nuuom nodoro nona

- BepoATHOCTL pebeHKa ObITb NopaxeHHbIM cocTaBnaeT 50%
(ecnu NnopaxeHHbLIN poauTerb ABMNAETCA reTepo3nroTomn)



AYyTOCOMHO-A0MUHAHTHbIE
NPU3HaKKM y Yyenoseka

* HopmanbHble
an3HaKM

TEMHbIV LBET rnas
BblOLMECHA BONOCHI
nepeHocuua c ropOuHKoMn

MPAMON HOC (KOHYUK HOCa
CMOTPUT NPAMO)

AMOYKa Ha noabopoake
paHHee obnbiCEHnE y
MY>KYUH

NpaBOpPYKOCTb

CNocoBHOCTb CBEPTbIBaTL
A3bIK B TPYOOMKY

©enblit NOKOH Haao nbom...

MaTtonorunyeckue
npUsHaKy

— NONUAAKTUNNA UK
MHOronanocTb (Ha pyke
NN Hore UMeEeTcsa OT 6 A0
9 nanbLueB)

CUHAAKTUINA (CpalleHne
MAMKUX WU KOCTHbIX
TKaHen chanaHr aByx u
Oonee nanbLUeB)

OpaxupakTnnus
apaxHoaaKTunna
("mayybun" nanbubl, OAWH N3
CUMMTOMOB CUHApPOMa
MapdhaHa)

HeKoTopble chopMbl
Onn30pyKoCTH. ..



[TonnoakTUnng

KnuHunyeckune npusHakm:
CYLLIECTBYET [ABa BapuaHTa:

™R A, Npy KOTOPOM
LONONMHUTENBHBLIV Nanew
dyHKUMOHaneH, n tTun B,
Koraa AOnOSHUTENNbHbIN
naneL Heaopa3BUT U
npeacTtaBnsieT cobom
KOXXHbI BbIPOCT.

Tvn HacnepoBaHusa: Al

NMonynayMoHHasa yacroTa
— o1 1:3000 po 1:650



Monunaakmmnua

Ha kapTuHe Pachaansg «CukctTuHckas
MaZoHHa» BUAHO, YTo y lManbl
Pumckoro CukcTa |l Ha npaBoii pyke
LwecTb Nansbues




CuHpakTunus



* bornbwuHcmeo Hocumereu aymoCOMHO-
OOMUHaHMHoU aHoMariuu sersitomcs
2emepo3uzomamu

* MHozaue cniyyau u3 meouuyuHcKou
rpakmuku yKasblearom Ha mo, Ymo
20MO03U20mbI o0 OOMUHaHMHbIM
aHoMarsiusM riopaxkeHbl msixesee, 4em
2cemepo3ucomsli



Munkpocomms

CuHApOM nepBoM
»xabepHou ayrw.

KnnHunyeckme npusHaKku:
OAHOCTOPOHHAA aHOManNus
YLLUHOW PaKOBUWHbI U
rMNONA3nsa HUXKHEN YENOCTY;
aHOManuu rnas; nmuo
ACMMMETPUYHO, HapyLlleHune
NpUKYyca.

Tun HacnepgoBaHua: Al

NMonynsayMoHHas YyacroTa
Hen3BeCcTHa




AyTOCOMHO-pEeLECCUBHBIN TUM
* HacnepgoBaHus (AP)

= bonbHOM pebeHoK poXxxaaeTcs y KIIMHNYECKU 340POBbIX
poanTenen.

« bonetoT cnbcehbl, T.e. bpaTbs U cecTpa.

= O6a nona nopaxatoTcs OANHAKOBO.

= Yalle BCcTpeyaeTcs npun KPOBHO-POACTBEHHbIX bpakax.

« Ecn ~ - - J0/IbHbIMN,
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AyTOCOMHO-peLeccuBHoOe
HacrneagoBaHue

1) P: 2 Aax Jd Aa |
= A e am

F1: AA Aa Aa, aa 25% ~ npu

3abone-

2) P: Q aax d aa BaHusIX!
G: a a
F1: aa 100%

3) P: Aax d aa
G: Aa a
F1: Aa, aa 50%



AYTOCOMHO-pPELIECCUBHbIE
NPU3HaKM y yenoseka

* HopmanbHble * MaTonornyeckue
NPU3HaKu: NPU3HaKku
— MSArk1e npsmMble — MHorvie 6onesHu
BOMOCH! obMeHa BeLLecTB:
— KYPHOCbIN HOC (PEHNITKETOHYPUS,
— cBeTnble rnasa Fﬁ’;f;;‘;z ee":/:";;

— TOHKaA KOXa ...



DeHUNKETOHYPUA

=  ®eHunkeToHypusa — 60ne3Hb
AMMHOKUCNOTHOro obmMeHa. OnucaHa B 1934
r. A. ®ennHroM. lMatonormns cesi3aHa ¢
HeAOCTaTOYHOCTbIO NeYeHOYHOro hepMeHTa
deHnnanaHMHriMApoKCnNasbl, YTO HapyLLaeT
npespalleHne peHnnanaHmHa B TMUPO3WUH
(HapywaeTcs hopMupoBaHne MUENNHOBBIX
obonoyek Bokpyr akcoHos LIHC).

=  KnuMHMuyeckme npusHaKM: nosbilLIEHHas
BO36yAMMOCTb M TOHYC MbILUL, TPEMOp,
anuNenTMhOpPMHbIE NPUNAAKN, <MbILLNHBIN
3anax, YMCTBEHHasi OTCTaslOCTb, CHUXEHNE
obpasoBaHus MenaHvHa. PaHHASA
npodunakTMKka m neyeHume —
NCKYCCTBEHHas aneTa.

« Ivn HacnepoBsaHus: AP

MonynaunoHHas Yyacrtota - 1:
10000




CLIEIN/1IeHHbIVi JOMUHAHTHbIV TU:

«| 1. Ecn B X-XpOMOCOME NOKaNIM3yeTCs JOMUHAHTHBIN F€H, TO TaKoM
N HacneaoBaHMA X-CLUEMNIEHHbIN AOMUHAHTHBIN,

. 5d00JIEBAHMNE NMPOCNEXNBAETCA B KaXXAOM MOKONEHME.,

3. bonelT Kak My>XUMHbI, TaK N XEHLWMHbI, OAHAKO 6OMbHbIX
XXEHLLWH B ABa pa3a bosblie, 4YeM 60NbHbIX MY>XXUUH.

= 4. Ecnun 6oneH oTeu, TO BCe ao4vepu ero byayt 60nbHbIMUK, @ BCe
CbIHOBbSl 310POBbIMU, TaK KaK CbIHOBbS MOJIy4aloT OT OTLa Y-
XPOMOCOMY.

« 5. BOfibHbIE XEHLUMHbI B CPEIHEM MEPeAatoT NaToNornYecKnii reH
50% cbiHoBen n 50% pouepen.

= 6. bonbHbIMK aeTn 6yayT, ecnu 601eH  OAWH U3 poaUTENEN.

« [lo X-cuenneHHoMy AOMWMHAHTHOMY TUMY HacneayrTcs
dochaT-gmabeT, KOpM4YHEBAsi OKpacka aManu 3yb6oB, CUHAPOM
PeTtTa n gp.



X — cueneHHbIU
NOMWUHAHTHbBIN TUM
HacnegosaHua (X-4)

= Ecnu otey 6oneH — 6onetoT BCE A0YEPU, BCE CbIHOBbS 340POBbI.
= Ecnu 6oneH oanH 13 poantenen — bonewT AeTw.
= Y 3[10pOBbIX pOAUTENEN BCE AETU 340POBbIE

= MaTtb 60nbHa — BEPOSATHOCTb 6ONE3HM Y AETEN HE3ABMCMMO OT
nona — 50%

= DOJIbH

DNbHBIX MY>UMH




X-cuenJieHHbIN peLecCUBHbIN TUN:

1. Ecnim B X-XpOMOCOME JI0Ka/IM3YETCA PELIECCUBHbBIN MeH, TO TaKoW
TUM Hacea0BaHUS X-CLEMNEHHbIA PELIECCUBHBIMN.

p boneloT npenmyLecTBeHHO nnua My>CKOro nona.

YT pOoANTBCS 605bHbIE AeTH (ecnu
MaTb reTepo3vroTHa No MyTAHTHOMY FeHy).

= 4. lNpu3HaK Bceraa nepeaaeTcs Yepes rerepo3nroTHbIX MaTepeu,
KOTOpble (heHOTUMNNYEeCKn 310P0BHbI.

= 5. [opaxeHHble My>X4YMHbl HAKOr4a He nepeaatoT 3abonesaHune
CBOWUM CbIHOBbAM.

= 6. Bce nouepun nopa)keHHbIX MY>X4YMH SIBASIIOTCS FeTEPO3UTrOTHbLIMY
HOCUTENbHULIAMM.

= /. JKEHLWMHbI-HOCUTENbHULIbI NEPEAtOT 3a60NEBaHNE MNOSTIOBUHE
cBomx cbiHoBeW (50%), Bce poyepn maTepen-HocuTenbHuL, byayT
3/10POBbI, HO MOJIOBMHA M3 HUX TAKXKe OKaXXeTCSH HOCUTENIbHULIaMU
MYTaHTHOIO reHa.

= 8. Ecnn B 6pak BCTYyNatoT 30POBbIN MY>KUYMHA U XKEHLLMHA-
HOCUTENbHULA NAaTOIOMMYECKOro reHa, To BEpOATHOCTb POXXAEHUSA
601bHOIo MaJibumka CoCTaBUT 50% oT BCeX ManbynkoB n 25% oT
BCEX AeTeu.




X — cuensieHHbIN
PELECCUBHbBIN TUN
(X-P)

= [EeMU3NIFOTHOCTb Y MY>XUYMH

= 3aboneBaloT NPEUMYLLECTBEHHO MY>XYMHbI

« CbIH HMKOrga He Hacneayet 3aboneBaHne oTuUa

« Ecnu npobaHp xeHuwmHa, To ee oTel 0b6a3aTesibHO boneH.

« [eTepo3nroTHas HocUTeNbHULA — MaTb NeEpPeaaeT MyTaHTHbIN
reH NOSIOBUHE A0YEPEN N CbIHOBEMW.

| [=—06)
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Y — cuenneHHbIN T1N
* HaceaoBaHUS

= [OnaHapuyeckmn Tmun HacnenoBaHUS
= [lepenayda TONbKO NO MY>XCKOW NNHUK




MynbTU@PAKTOpHbIE 3ab00nesaHua (Web)

oflesHn ¢ HacneAchBeHHOU npeApacnosioxeHHocmro, 6.
ocsion KU3HU>

[eHbl, nosiMmopgHbie asnsnesin Konopblx ydachsyrom
B gpopmuposaHumn HI - reHvl -kaHauAGM Uu
reHbl ripeApacnosioxeHHochwH
(Ha6op reHos-kaHAMAaTOB - OT Heck. 10 unu 100)

Onsa peanusaummu MEb HyxeH (PAKTOp UNU KOMMSIEKC

(PAKTOPOB CpeAbl, «3aMNyCKArOWMX>» POpPMUpPOBAHUE
MYTAQHTHOrO peHOoTUNaA

BonbwuHcTBO XpoHU4eckux 6onesHeu venosexka, paa Wb



KpuTepuun nosiIMreHHoro HacnegoBaHUA:

erperaums npu3Haka (3aboneBaHus) B CEMbsIX

EMENHBIX POAOCIOBHbIX): pa3nnNune NonyasaLUMOHHbIX U
ceMeMHbIX YacToT 3aboieBaHUM

Mpy MynbTUdAKTOPUANbHOW NaTONOrNN eCNn
3aboneBaHme B NoNynsLUuM BCTPEYAETCS YacTo, TO
CEMENHOE HAKOM/IEHWE OTHOCUTENBHO MEHbLLE, @ NpW

penkux 3aboneeBaHusix OHO byaeT BbIpaXkeHo Yyalle
Hanpumep, rnipu wm3odpeHnn rnonysisiunoHHasi 4HacTtota COCTaBJ/ISIET

1%, a cemeviHas — 10% (y poacTBeHHUKOB I cTeneHn poAcTBa), T.€.
AECATUKPATHOE HaKorlJieHne

- 3aBMCUMOCTb pucKa 3abonesaHuns oT umcna 60bHbIX B
ceMbe. YeM 60sblie 60/1bHbIX POACTBEHHUKOB, TEM
BblLLE PUCK, ecrin 06a poauTens npobaHaa 340pOBHkI,
puck — 5-10%, ecnn 6oneH oanH 13 poanTenen —
10-20%, ecnu 60nbHbI 06a poanTens, To pUCK
nocturaet 40%




Kputepum nosiMreHHoro HacsienoBaHUA:

m-redeHns-60ne3Hn —yem Taxenee
TeueHune 6onesHn, TeM 60sblle BEPOSATHOCTb 3ab0neBaHus y
POACTBEHHUKOB

= - ponb NosioBoro AMcMopdusMa (3ggektom Kaptepa) - ecnmn npodbaHa
OTHOCUTCS K PeKO Mopa)aeMoMy Mosly, TO CEMENHOE HaKomneHne byaet
BbllLe, N HA06opOT, ecnn NpobaHa OTHOCUTCS K YaCTO NMopa)KaeMoMmy rony,
TO MeHbLLUE

= - 3aBMCUMOCTb OT Hac/eayemocTtu 3aboneBaHuns - 4eM Bbilwe, TeM bonblue
puck (6onblue reHoB 0bycnaBnnealoT 3aboneBaHune)

= - BNM3HELIOBLIN KPUTEPUA — €CNTU KOHKOPZIAHTHOCTb (CXOACTBO)
MOHO3UIOTHbIX B/IM3HELIOB MO KAaKOMY-TO MPU3HAKY B 4 pa3a Bbille
KOHKOPAAHTHOCTM MO TOMY MPU3HaKY Y AN3UIOTHbIX 6/IM3HELIOB, TO 3TO
XapaKTePHO A5 NOSIMIreHHOro HacneAo0BaHNS

= - ecnu gons 6onbHbIX CMH6COB B CEMbSX C OAHUM 60NbHBIM poauUTeNeM
Bblle B 2,5 pa3a, yeM Aons 60/bHbIX CMO6COB B CEMbSIX C ABYMS
3/10POBbIMW pOAUTENSIMU, TO NMPEANOYTUTENBHO NOJSIMFEHHOE
HacneaoBaHMe, ecnu MeHblue 2,5, To HeT



MuTOXOHIpUaIbHAs HACIEACTBEHHOCTH
(QUTOIIa3MaTHYCCKAasl )

a

MutoxoHapuanbHas
HacneAcTBeHHOCTb

« He noguuHseTcsa
3akoHam MeHpens

= bonesHb nepenaetcs
TONbKO OT maTepu

= DOnbHLI U AeBoYkU, U
MGITbYUKU

= bonbHbIE OTULI He
nepeaaroT 6onesHb HU
AOYEpPAM, HU CLIHOBbAM




| MuTtoxoHIpHuaabHOE HACIICIOBAHUEC
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