TEHETUKA YEJIOBEKA W
MEAUMLUMNHCKASA TEHETUKA

CnomuHckumn [letp AHgopeeBUY OOKTOpP
Ounonornyecknx Hayk, npodeccop

3aBeaywwmm nabopatopmnen
MOJIEKYNAPHON FEeHEeTUKN Haclie4CTBEHHbIX
3abonesaHnn UHCTUTYTa MOMEKYNsApHOW
reHeTukn Poccumckon akagemmm Hayk




3aKOHbl TeHEeTUKN:
pO,EI,I/ITeJ'II/I N 0eTun Ha O,EI,HO nmuo

[NeBevy )xoH JIeHHOH u ero cbiH LLIoH JIeHHOH






Bormpocs:
HackoJIbkO BeuKa pojib FT€HETUKHU
YyeJ0BeKa B JKU3HHU KaXKJI0TO M3 Hac?

OTBeTs:

Ona 0eCcKOHEUYHO BeJIMKas MBI
MOXXEM U3MEHUTHL B cebe MHOIOE
= HO HAIIM TEHLI HaM HE
[IOJIBJIACTHEI



I'eHeTHKA UM reHOMHKA 4YeJiOBeKa Oyaer
3aHMMATh BcCe 0oJiee BaKHOE MeCTO B
U3YyYeHUH OMOJIOTUHU YeJI0BEKA — B
pellleHud NMpodJgeM BO3HHKHOBEHUS M
yoJronuM BuaAa Homo sapiens, B
U3y4YeHUH GOPpMUPOBAHNA (PEHOTHIIA
HHIMBHMIYYMA HA BCEX 3TAax OHTOIeHe3a
- 0T 3a4aTUA 10 CMEPTH.



UTo Takoe

MeguLnHCKasa reHeTuka?

HopmanbHas
aHamomusi

~

Mamonoauyeckas
aHamomusi

HopmanbHas
gusuosiocus
F'EHETUKA
v [Tamosnio2u4eckas
¢gpusuosnoaus
MEOULINHCKAS

I'EHETUKA




MenuumuHCKAA TreHEeTHKA

Cucrtema 3HaHUN O POSIN rEHETUYECKUX (PaKTOpPOB
B MaTtonorMm 4enoBeka W cuUCTemMa MeETOOOB
ONarHoCTUKKU,  NeYveHus 7 NPOoMMNAaKTUKK
HacnegcTBeHHOW NMaTonorMm B LUMPOKOM CMbICHE.

(Fflunmep E.K., 2003)

MeouunHckaa TreHeTuka Uu3yyaeT ponb
HacneacTBEHHOCTM B MaToONOrMu 4yeroBeka,
3aKOHOMEPHOCTU nepegadn oOT MOKOMEeHUa K
NOKOSIEHNID  HACNeOCTBEHHbIX bonesHewn,
pa3pabaTbiBaeT MeToObl ONarHoCTUKN,
npopunNakTMkn K1 nevYeHnsa HacneacTBeHHOU
naTosnoruu, Bknovasa 6onesHn ¢ HacneacTBeEHHOM
npenpacnosioXXeHHOCTLHO.

(boy4koe H.I1., 2004)



Kanandyeckass reHeTHKA

 [1lpuknagHowu pasgen MegULUHCKOU
reHEeTUKXU, n3yyarlwmnnm HacrneacTBeHHbIe
3aboneBaHus n MeToObl NXx

npegynpexaneHns, ANarHOCTUKN N NIeYeHns.
(boukos H.I1., 2004)



AKCUOMbl MEAVMLIMHCKOWU FEHETUKW
HAYAJIA XXI BEKA

J HacneaoctBeHHble ©0ne3Hun ABNAKOTCH YacTbo ooLen
HacrneacTtBeHHOW N3MEHYMBOCTU YenoBeka. HeTt peskoun
rpaHnLbl MeXay HacrneacTBeHHOW NaTtoriorMen 1 BapuaHTamm
HOpMaribHOM BapunabernbHOCTM dbeHoTuna.

1 Y yenoBeka HeT npusHakos, 3aBucawmnx TOJIbKO ot reHoB
nnn TOJIbKO ot cpeabl. PeHoTMN BCerga ecTb pesynbsraT
B3aMMOOENCTBUA FEHETUYECKOW KOHCTUTYLUN OpraHn3ma c
doakTOopamm BHELLHEWN cpeabl

d Kaxkabin oTOenbHbIV YENOBEK W YENOBEYEeCTBO B LENOM
HecyT Ha cebe reHeTU4YecKumn rpys, BernmvmHa KoToporo
NOCTOAHHO WU3MEHHAETCA B peayrnbraTte MyTauuoHHOro
npoLecca mn ecTeCTBEHHOro oTbopa.



(1B HacTosee BpemMsa NpPOMUCXOOUT PE3KOE WU3MEHEHMUE
reHeTU4YeCKOU CTPYKTYpbl NONynauun 1 yCroBun
BHELUHEN cpenbl, YTO BIUAET Ha CTPYKTYpPY
reHeTU4YEeCKOro rpysa u ero BeINYuHY.

A MNporpecc megnumHbl MPUBOAUT K MOBbLILLEHNIO
NPOOOIMKUTENBHOCTU XKNU3HN N YINYYLLIEHUIO
PENPOAYKTUBHOIO 3A0POBbSi HACENEHUs, YTO Takke
NPUBOAMUT K M3MEHEHUIO KapTUHbI pacnpeaeneHns
reHeTUYECKOro rpysa B nonynsuuu B psay MNOKONEHUN



YyTb-4yTb UCTOPUM
HacnencrtBeHHble ©one3Hu obinu Bcerna. U
BCerga WHTepecoBarnu YyenoBeka

[NepBble cBeaeHUs o
nepenaye Hacneg-
CTBEHHOW naTonoruu y
YyenoBeKka coaepaTtcs B
Tanmypge (4 BeK fo H.3.),
B KOTOPOM yKasaHo Ha
ornacHocCTb obpe3aHus
KpanHen nnotu y
HOBOPOXAEHHbIX
Manb4YnKoB, cTapLine
BpaTbsa KOTOPbIX UK
Aaam no MaTepuHCKOn
NNHUK CTpajatloT
KpOBOTEYEHNEM

lMopmpem Sebastian lMMopmpem Francisco

de Morra BEJNNACKEC Lezcano



®PpeHcuc NanbTOH

[lepsbim Havarn uly4deHue o0OHostiuesbIX briusHeyo8 u
OBHapyxurs, 4mo HeKoOmophble YerroeedecKue rnpu3HaKku
S8CMBEeHHO riepedaromcs rno Hacriedcmesy. Passuear
y4YyeHue o HacriedcmeeHHoU obycrioerieHHocmu
UHOUBUQYaribHO-IMCUX01I02UYECKUX pasiudul Mexoy
JII00ObMU. ABMOp mepMuHa «e82eHUKa»

B uzdaHHou e 1866 2. kHuze
«YcoeepuweHcmeosaHue U 8bIPOXOeHUe
yesrioeeveckozao poday eriepeblie 8 pycckou
iumepamype 8bickasall HeKOmophble MbICIuU,
MOJIOXKEHHbIE 1030Hee 8 OCHO8Y MeduUUHCKOU
2eHemuKku, a makxe udeu ro g8oripocam e82eHUKU
- HayKu O HacrieOcmeeHHOM 300p08be YeriogeKka U
nymsix yry4yweHusi e2o Hacrie0CmeeHHbIX
ceolicme.

B.M. ®nopuHckun



C.H. JaBnaeHkoB

1880-1961

«3agava npounakTukm B obrnactu
HacneacTBEHHbIX 6onesHen HepPBHOW
CUCTEMbI TEOPETUYECKN MOXKET ObITb
MbICnMMa, Kak: 1) 6opbba ¢ BOSHUKHOBEHNEM
BGonesHeHHbIX MyTaunu; 2) gava npaBuUnbHOro
MEMNKO-EBreHNYECKOro CoOBeTa B CEMbSIX, rae
MEHAOENUPYIOT TAXernble HacneaCTBEHHbIE
doopMbI»

OpeaHu3osarn repsble MeOUKO-2eHemu4yeckue
KoHcynbmauuu 8 Poccuu — e Mockee (1925 200)
u JleHuHepaoe (1932 200), Harnucan repsbie

KHuau ¢ oriucaHueM  HacsieOcmeeHHbIX
3abonesaHul HepeHOoU cucmemsl
(«280/1HOYUOHHO-2eHEMUYECKUE rnpobremsl

8 Hegporiamorioauuy», 1947; «HacnedcmeeHHbIe
6ornesHu HepsHou cucmembl», 1925; «[lpobriema
rnonumopgusma  HacriedcmeeHHbIx  boriesHel
HepeHou cucmemably», 1934)



«BpoxaeHHOEM U
«HACJIEACTBEHHOE» 3a00JICBaAHHE
— 3TO OJIHO U TO
Ke?



[1To onpepeneHnto BO3 B MKB-10

«IMO pa3Hbie MOHAMUS»

TepMVH «BpOXAaeHHOe 3aboneBaHue» roBOPUT HaM O TOM,
4YTO NaToONorusi NPUCYTCTBOBaNa y YenoBeka C MOMEHTAa ero
poxaeHus. Ul aBUTbCA oHa Morna crneacTBUEM KaK «MOSTOMKMY»
ero reHoB, Tak 1 pe3ynsTaTtoM BO34eNCTBUSA Ha
pa3BUBaOLLNIACA Nnog HebrnaronpusaTHbIX akTOpPOB BO BPEMS
6epeMeHHOCTN UNn TpaBMbl BO BPEMS POAOB.

TepMnH «HacneacTBeHHaA 6one3Hby» NogpasymMeBaeT To,
YTO MPUYMHA HaPYLLUEHNS KPOETCA B CTPYKTYPHOM N3MEHEHUN
HacneacTBEHHOW MHOpMaLMK KIETOK YernoBeka. A dyaer
3aborneBaHne nepengaHo no HacrneacTBy UMK HET — 3aBUCUT OT
KOHKPETHOro 3aboneBaHus.



BpoxaeHHblIe MOPOKU pa3BUTUSA

Spina bifida occulta Meningocele

Spina bifida




Tanungomua



[eHeTnYeckne OONE3HN He TaK penKu,
KaK npeanornaranocb paHee

> 2-3 % Bcex 6epeMeHHOCTeMn 3aBepLUaeTCH poXXaeHuem
pebeHKa ¢ cepbe3HbIMUN HacneaACTBEHHbIMU BONe3HAMN unu
BPOXAEHHbIMM aHOMAaNMAMM, KOTOpPble ABMAIOTCA NPUYUHOMU
WHBarNMAHOCTU, YMCTBEHHOW OTCTasfloCTU UM PaHHEU CMEpPTMU.

» K 25 rogam 50-70 n3 1000 :xnBopoOXAeHHbIX UHOUBUAYYMOB
MMeroT OONe3Hn Co 3HaYUTEeNTbHOU reHeTUYEeCKON KOMIMOHEHTOM.

» Bonee 25 % nauneHTOB OETCKUX KNMUHUK UMEIOT
HacneaACTBEHHYHO NaTONOrUI0.

» Y 6onee 50 % neten, He CNOCOOHbLIX K OOY4YeHUI0 —
reHeTU4YeCcKne HapyLleHus.

« YnompebrieHue mepMuHa «He2eHemu4ecKue» coeepuweHHO He
obocHoeaHO e8e8udy Masiol eeposimHOCMuU, Ymo Kakue-mo
60s1€3HU NMOJTHOCMbIO HE 3a8UCSIM OM 2eHemu4YecKux ghakmopoe»

Ily3vipes B.11., 2006



Bknag HacneacTBeHHbIX U BPOXAOEHHbIX
Oone3Hen B MrnageH4YeCcKyro U OEeTCKYH
CMEpPTHOCTb B Pa3BUTbIX CTPaHaXx

MaBHble MPUYUHDbI MaBHbIe NMPUYUHDbI Oons
CMepTM B BO3pacTe A0 | ymMepLunx, | CMepTu B Bo3pacTte oT 1 | ymepLuumx,
1 roga roga ao 4 nert %
[lepuHaTanbHble 28 HecuyacTHble cny4dau 31
doakTopsl

HacnencTtBeHHble U 25 HacnencTBeHHblE U 23
BPOXOEHHbIE BOMNE3HU BPOXAEHHbIE DOME3HU

CuHOpoM BHE3ANHOW 22 Onyxonwu 16
cMepTu

NHgbeKkumnm 9 NHdbekumnm 11

Opyrve 6 HApyrve 6



5 rpynn HacneacTBeHHbIX

3aboneBaHUi
e MoHO2eHHbIe 60s1e3HU

e XpOoMOCOMHbBIe 60s1e3HU

 bosie3HU ¢ HacsrieOcmeeHHoU
rnpeopacrnosioXeHHOCMbHo
(MynbmugakmopuasibHbie)

e [eHemu4eckKue 6os1e3HU coOMamuy4yecKux
KJ1emokK

 bonesHu 2zeHemu4YeckKkol Hecoemecmumocmu
Mamepu u rnsooa



Bo3pacT nebrota HacneaCTBEHHbIX
Oone3Hen

XpOMOCOMHbIE
6os1e3HU

MoHO2eHHbIe \

6os1e3HU

Ily3vipes B.11., 2006

HoBopoxaeHHble [MoapocTku B3pocnble
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Kak kimaccupumupyrorcs
HACJIEJICTBEHHBIE 3200/ I€BAHU 2



[ eHeTun4eCcKknm NpUHUKMN Knaccugukaumm
HacneacTBeHHbIX 3aboneBaHnN

" AyTOCOMHO-A4OMUHAHTHbIE
" AyTOCOMHO-peLecCUBHbLIe
v’ X-cuenneHHble AOMUHAHTHbIE
v’ X-cuenrneHHble peuecCcUBHbIe
v’'Y-cuenneHHble (ronaHgpuyeckue)
v’ MutoxoHapuanbHble.
(1 OTHeceHune GOfe3HN K TOU U MHOM rpyrnne noMoraeT Bpady

COPUEHTUPOBATbLCA OTHOCUTENIbHO CUTYyaUMKU B CEMbE U
onpeaenuTb BUA4 MeAnKo- reHeTU4eCKOW NMOMOLLM.



1.

OCHOBHbIe 3aKOHbI HacrneaoBaHUSA
npu3HakoB no MeHgento

3aKoH eguHoOOpa3usa rmnopupoos
nepBOro NMNOKOJIeHUs

P:. AA X aa

¢ ® @
k: Aa

24



2. 3aKOH pacLiensieHus Ha
deHOoTUNNYECKMe Krnaccbl rmdopuaos
BTOpoOro nokoneHwus. [pu ckpewmsaHnn
rmopunaoB NepBoOro NOKONeHNa Mexay
cobon (T.e. reTepo3nroTHbIX ocobewn)
nony4vyaeTcsd 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 -



3aKOH
He3aBUCUMOroO |
KOMOMHUpOBaHUA
reHoB. Mpwu |
aNrmopuaHom
CKpeLLBaHNU
KaXkgas rnapa
NPN3HaKOB B
NOTOMCTBE AaeT
pacLiensieHme
He3aBUCUMO OT
Opyron napei.

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



Y10 Takoe KIMHUKO-=
T€HEAJIOTUYECKUHA METOI 2



KnMHMKo -reHeanormM4ecKkmmu
MeToq

pacKpbIBaeT 3aKOHOMEPHOCTW HacnegoBaHUS
NMPU3HAKOB B rPaHULLIax OAHOM CEMbU, MOITOMY
ero HasblBaloT METOOM POOOCNOBHOIO AepeBa;

NO3BOJIAET YCTAHOBUTL TUIM HaACJ1ie4OBaHNA
OAHHOro HacreacTBEHHOro 3aboneBaHus;

ochopMneHne pogocnioBHOIO Aepesa
NpoBOAMTCA NyTeM crneuunanbHbiX 0603HaYeHUI
Y NpaBuIT;

* MOJIyYEHHbIE AAHHbIE OOIMKHbI ObITb 0Tpa>|<eHb| B
rnereHge (reHeTn4yeckon Kapre). ‘




JTanbl KNMVUHUKO-reHeanornyeckoro
aHanusa

- Coop paHHbIX 000 BCeX poacTBeHHMKaxX rnpobaHaa
(aHaMHe3);
- NMocTpoeHne poaoCIOBHOMN;
- OchopmneHune nereHpbl K POOOCIOBHOW;
- KnnHuko-reHeanornyeckun aHanms poaocrioBHOMU:

- BbISIBIIEHWE HACNeaCTBEHHbIX BOe3Hen
BPOXXOEHHbIX MOPOKOB pa3BUTUA B POOOCNOBHOMN,

- onpegeneHue Tuna HacnegoBaHusa 6onesHu,
3UFOTHOCTU (FOMO-, reTepo3nroTa) 1 NeHETPaHTHOCTU
reHa,

- pac4yeT reHeTn4YeCcKoro pucka (BepoATHOCTU POXOEHUS
pebeHKa C HacneaCTBEHHOM naTorornen),

- BbIBOAbI U pekoMeHaauum ansa npobaHga v 4neHos
POOOCITIOBHOMN.



CnoXXHOCTU KINMNMHUKO-
reHeayqiormyeckoro aHanusa

- B 3aBUCUMOCTH OT Lenun uccnengoBaHUs pPoaoCIOBHaA
MOXET ObITb MOMTHOW UNU OrpaHNYEHHOMN.

- XenatenbHO CTPEMUTLCA K Hanborsee NoOTHOMY
COCTaBIIeHUIO POOOCIIOBHOU MO BOCXOASLLEMY,
HUCXoasLWweMy n DOKOBbIM HanpaBliEHUSIM.

- CnoxHocTb cbopa aHamMHe3a: npobaHa AOSMKEH XOPOLLO
3HaTb POACTBEHHNKOB MO NIMHUN MATeEPU N OTLA HE MEHEeEe
TPEX MOKONEHUN N COCTOSIHNE UX 300POBbS, YTO ObIBaET
KpanHe peako.

- OgHoro onpoca, Kak npaBusio, He4OCTaTO4YHO: 4115
HEKOTOPLIX YNIEHOB POAOCIIOBHOM MPUXOAUTCA Ha3dHavaTb
NOSTHOE KITMHMYECKOE, NapakiMHN4Yeckoe unu nabopaTtopHoe
obcregoBaHue Onga yTOYHEHUSA COCTOSAHUS X 300POBbA.



[TpoOnembl aHann3a pPoAaOCIIOBHbLIX

* PeweTtkn NleHHeTa 1 TecT xmn-kBagpart
XOpOoLLUO paboTaloT Arig OpraHn3MoB C
6onbLLXUM YNCITOM NOTOMKOB U
KOHTPONMPYEMbIE CKpeLuMBaHUA, HO Y
YyenoBeka Bce Mo-apyromy:.

1. He6bonbwoun (n oyeHb HeOONbLLUOWN)
pa3mep cemMmemn.

2. [Ipon3BONbHLIN BbIOOP OpaYHbIX
napTHepoB.

3. lMpobnembl ¢ TOYHbLIM onpeaerieHNemM
OTLUOBCTBaA.



OCHOBHbIe CUMBOIJbI

My>xk4nHa ﬁ—/ )
| S/

My>xxymHa —

CemenHaga napa
HOCUTESb NPM3HaKka

/7  PopctBeHHas
\__/  cemeliHada napa

>KeHuwuHa ' >
‘ KeHumHa — | A~
HOCUTENb NPU3HaKa | T\
1 2
[lon He |
onpepnenex Il i Cubeh
YmepLumnm 1 2\
[MpobaHpg,
o) HeobcnenoBaHHbIN l [eTepo3nroTHbIN HOCUTENDb
: KNMUHUYECKUN YreH ceMbM MyTaumm



AYyTOCOMHO-AOMWHAHTHOE
HacnegoBaHue

NMpaBuno gna ayrtcangepa
B AOMMUHAHTHbLIX CEMbSAX : dd
Bce OOribHbIe
ayTcangepbl
reTepo3uroTHbl No
AOMWUHAHTHOMY
(naTonoru4yeckomy) dd .
annento

Bce 3gopoBble @

ayTcangepbl —

FOMO31UroTbl No 3/4 dd

HOpMarnbHOMY
peLieCCUBHOMY anrernto

e o

2

1/2 Dd
1/2 dd

1/4 Dd (affected)




AYyTOCOMHO-peLecCnBHOE
HacnegoBaHue

e Bce 6onbHbIe —
roMo3unroThbl Nno T ) RR
MyTaHTHOMY annerto

e 3Q0poBble ayTcanaepbl Rr Rr|
Mo YMOMYaHUIO — RR ()1 T:‘Z: [. rr

rOMO3UINoTbl NO
HopManbHOMY annenio 3 A (B)

e B cembsix c all normal \T :|7§ affected
peuecCUBHbLIM 1/4 affected
HaclegoBaHmnemMm 4acCThbl
ONMN3KOPOACTBEHHbIE
Opaku




Pravkin's family (cembs MpaBkunbix) ZRussians

I1

111

IV " ! - DNA samples




bonblLune poaoCcnoBHbLIE

e [NNagHbIe 3adayu:

1. OnpengenuTtb TUN HacneaoBaHUS

2. OnpenennuTb reHoTUNbI AN pasHbIX
YJTIEHOB CEMbM

3. Onpenenntb BEPOATHOCTb POXAEHUSA
bonbHOro pebeHka npwu bpake mexay
OBYMSI 4YrieHaMu CEMbM.



[lomnHaHTHOE unun PeueccuBHoe 7

« 1. Ecniny aByx OonbHbIX poauTenen pebeHOoK 300p0B,
TO 9TO AOMWHAHTHOE HacnegoBaHue:y oboux
poauTtenen Moxet bbiTb reHoTun Dd (roe D -
naToNnorM4yeckun annenb) n y pebeHka MoXeT ObITb
HOpManbHbIN reHoTun dd

« 2. Ecnny pgByx 300poBbIX poautenen pebeHoK OoneH —
TO 3TO CEMbSI C pPeLeccuBHbIM HacnegosaHnem. Oba
poauTens reTepo3nroTHbl N0 MyTaHTHOMY annento
(reHoTUN Rr) n nmerot HopMarnbHbIN PeHoTUN, a
PeBEHOK MOXET UMETb reHOTUN IT — N ObITb DOJSIEH.

e 3. Ecnn kaxgbin 6onbHOM MMeeT BOO0SIbHOro poamnTens —
HacnegoBaHWe JOMUHAHTHoOeE !



AyTOCOMHO-OOMWUHAHTHOE
HacregoBaHue

il I

S G N
S5L 4354 65k




OnpepeneHve reHOTUNOB B CEMbSX
C AOMMWHAHTHbLIM HacnegoBaHUeMm

1. Bce 300poBble 4neHbl CEMbU MMEKT reHoTMn dd.

2. bonbHble getn oyayT retepo3uroTHebl (Dd), ecrnn
TONMbKO OAWH U3 poauTenen byaet 6orneH. Takon
pebeHoK nony4ut annens D oT 6onbHOro poanTens v
annenb d oT 300pOBOro PoaUTeEns.

3. bonbHble pognTenn 3gopoBoro pedbeHka oyayT MMETb
reHoTun Dd n nepeganyt pedbeHky no ogHomy d
annento.

4. INpaBuno aytcangepa — 605ibHON ayTcangep MMeeT
reHoTun DdOutsider rule for dominant autosomal
pedigrees: An affected outsider (a person with no known
parents) is assumed to be heterozygous (Dd).

5. Ecnu B6ornbHble poauTtenu retepo3nroTHel (Dd), To nx
bonbHOW pebeHok byaet nmetb reHotun DD ¢
BEPOATHOCTLIO 33% 1 reHotun Dd ¢ BEPOATHOCTLIO
66%.



AyTOCOMHO-OOMWUHAHTHOE
HacregoBaHue

il I

S G N
S5L 4354 65k




AyTOCOMHO-peL,ecCUBHOE

HaclrieaoBaHue
™.
1 2
I
1 T
Y 2k

2
v 83
I‘\___:/I
1 2 3




OnpepeneHve reHOTUNOB B CEMbSX
C peuecCUMBHbIM HacnegoBaHNEM

1. Bce BonbHbIE 4YNeHbl CEMbU UMEKOT FrEHOTUNN IT.

2. [lpn bpake OONbLHOro YneHa cembi (Ir reHOTUM) C
3[00POBbLIM YIIEHOM CEMbM BCe AETU ByayT MMETb FEHOTUNM
Rr.

3. INpun poxxaeHnn bonbHOro pebeHka Y 300pPOBbIX
poguTenen oba poautenun ABnsTCA Rr retepo3urotamu.

4. [lpaBmnno aytcangepa — Bce 340pOBble ayTcaugepsbl B
ayTOCOMHO-PeLEeCCUBHOU CEMbE FOMO3UIOTHbI MO
HopManbHoMy annento (reHotun RR).

5. Children of RR x Rr have a 1/2 chance of being RR and
a 1/2 chance of being Rr. Note that any siblings who have
an rr child must be Rr.

6. 300pOoBbIN PEDEHOK Y rEeTEPO3UTOTHLIX MO ansento r
poauTtenen Ha 66% Oyoet nmetb reHotTun RrmnHa 33% -
reHotun RR.



AyTOCOMHO-peL,ecCUBHOE

HaclrieaoBaHue
™.
1 2
I
1 T
Y 2k

2
v 83
I‘\___:/I
1 2 3




[ naoko bbiro Ha bymaee, Oa
3abbiru rnpo ospaau ...

NMPOBJIEMDbI
< DeHoOKONMUMU
% [eHOKONMUM
< HenonHas wu Bo3pacT-3aBUCUMaA
NeHeTPaHTHOCTb
< Pa3Hafa akcnpecCcUBHOCTL NMpU3HakKa
< [Opyrve Tunbl HacnegoBaHUSA
NpPU3HaKa



MunToxoHOpumanbHoe

HaclieaoBaHUE
MuTtoxoHapuanbHaa JHK
HacreayeTcs TOMbKO No +

MaTEPUHCKOWN NNHUU

Bce getn 60nbHOM
MUTOXOHAPUanbHbIM
3aboneBaHnem marepu
HacneagyT 3TO +
3aboneBaHune

Y MY>X4YUHbI C
MUTOXOHAPUAaNbHbIM

3aboneBaHnem Bce OeTU

o
-

ObyayT 300pOBbI

BoamoXHa reteponnasmus
— cOYeTaHme B ogHou
SNLIEKITIETKE HECKONbKNX
BapuaHtoB MTOHK




CuenneHHoe ¢ Mnosfiom
HacneanoBaHue - 1

CuenneHHbin c Y
BapuaHT

[Ipn3HaK BbIABNAETCH
TONBKO Y MYXYUH U
nepegaerca no

MY>XCKOW NIMHUWN BCEM A

CbIHOBbAM

[1Ipu3Hak
reMU3NroTHbIN U
NpoAaABNAeTCs Bcerga
y ero Hocuteneu

XY

-+

ol B




CuensieHHoe C NOoJioMm

HacnegoBaHue — 2 (QOMUHAHTHOE)

 MaTtepun nepepgatot cBoro X oy lﬂ_ 03
XPOMOCOMY C MYyTaHTHbIM X X X
annenem v goyepsam, U

cbiHOBbAM daughters T

« MyTaHTHyt0 X XpOMOCOMY oy g& XY ® '«
OTUbl NepeaaroT TOMbKO X XX
aovepsim

. CTquapTHoe npaBuno 1/4 X°x° éaﬁ’ected)
ayTcangepoB AOns XEeHWWUH B 1/4 X;xd normal)
CeMbsIX ¢ X-cLenneHHbIM 1/4 XY (affected)
3abonesaHnem. Aytcangepbl- 1/4 X°Y (normal)

MY>XYUNHbI TEMU3NTOTHDLI U

Bcerga o4eBUOHO, Kakow XP = doMuHaHMHBIG MymaHmHbIU  annens
BapWaHT HAXOAUTCHA Ha ero X  X? = peyeccusHbiil HopmMasbHbIU anmness

XPOMOCOME .



CuensieHHoe C NOoJioMm

HacnegoBaHue — 2 (peLecCnBHOE)

My>X4UMHbI nosnyyarT CcBOK X
XPOMOCOMY OT MaTepu

r N R R
OTLbI NepenaroT CBo X XY F XX
XPOMOCOMY TOSNbKO A0Yepsm
Y KeHLWH dpeHoTUn

HabnogaeTcs TOMNLKO npu | b(FS(r XY .
OMO3UIOTHOCTWU MO MyTaHTHOMY XY .—iﬁ.\ ) F X X
annernto

deHoTUN HabnogaeTcs y . B
MY>KYUH MPWY Hanu4mu | J
MYTaHTHOrO annens — . ()
[MpaBuno aytcangepos — 112 X°Y  1/2 xRy 'Y ')_('er

KIMHUYECKN 300POBbIE XKEHLUMHBI 12 ¥y 1/ X' X'
paccMmaTpuBaloTCs Kak

rOMO3UroTbl MO HOpMaribHOMY

annento
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KoMnbOTEpHBIC TeHeaJI0rnYecKue
IPOrpaMMbI

CocTaBneHue poaocnoBHOM — 3a4a4a HenpocTas,
TpeOylowasa U Maccy UHTeNNeKTyanbHbIX PacXofoB U
HemMasrio BpeMeHHbIX 3aTpar.

B Bek nHpopmaTtmnsaumm anga obneryeHus coopa u
XpPaHEHMA reHeanorn4yeckom nHdopmMaLnm npeasioXeHsbl
Pa3nnYHbIE PYCCKOA3bIYHbIE U aHIMOA3bIYHbIE 3NEKTPOHHbIE
nporpamMmmbl, NO3BoNsAoLLME 0B6NerdynTb U YCKOPUTb
coCcTaBneHne poaoCrioBHOMN.




KnuHuko-reHeTn4yeckKkue o6asbl
OaHHbIX

e Online Mendelian Inheritance in Man - OMIM
e www. Omim.orqg

e Gene Clinics
e www.geneclinics.orq

 National Newborn Screening and Genetics
Resource Center web site: NNSGRC -

e www.genes-r-us.uthscsa.edu/

* Alliance of Genetic Support Groups

e www.medhlp.netusa.net/www/agsag.htm




ONeKkTpoHHasa 6a3a AaHHbIX

"MeHaeneBckoe HacnegoBaHue y
yenoseka" (OMIM)

OMIM - on-line mendelian inheritance of man

[Ona kaxgon 6onesHn cyMmmMmnpoBaHbl KIUMHUYECKNE U
MOJIEKYNIAPHO-TeHeTNYeCKne gaHHble (O KapTUpoBaHUN,
NOEeHTUUKALKNN reHa, NPakTUYeCKNX BO3MOXKHOCTAX
reHoaANarHOCTUKN).

basa HaxoouTtca B HaunMoHarnbHOM LEeHTpe
brnoTtexHonornvyeckon nHdopmauum (CLUA).

Appec B IHTepHeTe: www.ncbi.nlm.nih.gov/omim/



PROGENY CLINICAL

Pedigree and Clinical Data Management

Customized to Any Research

Pedigree Drawing

Progeny Clinical is the leading pedigree drawing software solution used by research institutions and clinical genetic
services worldwide since 1996. There is no other software in the world combining the power of a genetic pedigree
drawing tool and an easy to use powerful backend database. All pedigrees conform to the Pedigree Standardization
Task Force recommendations

X i
I\

5

CoI‘bA 30

- [Left click for brother

Right click for sister
Hold Ctrl to add twin

42 Ben

Import C:\Program Fies (x86)\Progeny Softw

Import Type

©) Pedigrees

Subtext | Symbols | Markers

B e @ E
Apply Delete Load Save

I 1@ E] |...\Cmccansmry.Cm4-

Draw Complex Pedigrees Quickly

The fiexable and intuitive interface makes pedigree
drawing fast and easy. Create an unlimited number of
pedigrees from a simple family of four to a complex
community of four thousand. Create both human and
animal pedigrees with equal speed and flexibility.

Import Pedigrees and Associated Data

Have existing pedigrees from other pedigree programs?
Import existing pedigree data from any external source
(including Cyrillic FAM files) and Progeny automatically
draws the pedigree.

Flexibility with Icons and Subtext

Create unlimited icon symbols for your individuals
representing any data field in your database. Display any
number of data fields below each individual or show
de-identified information for publication and/or HIPAA
compliance.

WWW.PROGENYGENETICS.COM

Clinical Home

Features

Pedigree Drawing

Custom Data Entry Screens
Manage Clinical Data
Cancer Risk Assessment
Flexible Reporting

Data Integration

Security and Compliance

Clinical Web Option
FAQ's

System Requirements

Next Steps
Free Trial

Request a Quote



PED vwnun «PoaocnoBHasi»

Ethoiz Backarouad Etheiz Backarouad
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http://www.medgen.de/ped/index.html



@) MyHeritage )

MokapkuTe cBoE cemeitHoe aepeso 1 (hoTo MAsM KoTopbiX Bel 3HaeTe u miobure

Co3path MOe ceMenHoe AepeBo UMNopT Aepesa (GEDCOM)

) My»unHa 0 MeHwmHa
Be6-cair ®ponoea Hukonan Axaro...
o A ! Ha MyHertage.com ¢ WMwon 2009
Mo# orey yuacTHugl: 22, 247 hoTo, npoduni: 400
——— MpucoeaMHAUTECL K

KpynHeLiei B mype
reHeanorM4ecKkon cetm

[F] 8 npuHMMal0 YCnoBus cornaweHus u
KoHDUASHUMANEHOCTS ) I ‘ ﬂ '
m 14Mnpan  24M 185M
Mpocduas CoMeiHse @otorpadun

Aepesbi

&S . watson

Ossett, West Yorkshre, United Kingdom

MyHeritage.com e e b

for this opportunity




«dpeBo XNU3HN»

Bonaparte te MarieLaetta
Carlo-Maria (24.08.1750-
(27.03.1746- 02.02.1836)
24.02.1785) <Mere>

|

(1771-1771) .03, (Bonaparte)
Anna)
(03.01.1777-

05.10.1837)
<Soeur par allance> )

11.07.1920))

Bonaparte
Napoléon
Eugéne Louis

http://genery.com/ =

01.06.1879)
<Cousin>

lNeneanomvecxoe apeno Hanoneona Gowanapra

Kapruwwka 3 m2 3

Tekywas Bepcusi - 4.0. becnnaTtHbI BapuaHT — He bonee 40 4yenoBek.



