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3agaum:

s BbIsBUTb NPUYMHBI BO3HMKHOBEHUS HACEACTBEHHbIX
3ab01eBaHn YyenoBeka

x Onpepenutb akTopbl pUCKa A1s 340pPOBbS YesloBeEKa U
ero éyayuiero noToMCcTBa

s [103HAaKOMUTBLCA C OCHOBHbIMKU METOAAMU U3YYEHUS
HaCNneacrBeEHHOCTU YENOBEKA N UX UCTOJIb3OBAHUEM AOJ14

BbIABJ1IEHUA, NIEHEHUA U NPEAYNPEXAEHNA HEKOTOPbIX
HaCNeACTBEHHbIX bonesHen yenoBeka



«BbbITb XOPOLLO POXXAEHHbBIM —
npaBo Ka)Xxoro pebeHka»

J1. H. Toncromn




Meamko reHeTYECKoe KOHCY/IbTUPOBaHNE —
0CobObIN BUA MEANLIMHCKOW MOMOLLN,
HanpaBNEHHbIM HA NpeaynpeXxaeHue
HacneaCcTBEHHbIX 60n1e3HEN B OTAENbHbIX
KOHKPETHbIX CEMbSX




JlabopaTopus
aHa/in3a poAaoC/IOBHbIX



YcnoBHble 0603HaYeHus A1 COCTaBJ/IEHUS
POAOC/IOBHOM

‘ XeHLwuMHa

B My)XumMHa

¥
‘ l NMpo6ana
g

o—nm
‘ u l 3aperncTrpmpoBaHHbIn 6pak

I

‘_ BHe6pauHas cBA3b (He3aperucTrpupoBaHHbIN,
B «rpaxgaHcKun>» 6pak, npo6bHbii 6pak)



BHebpayHas cBsi3b 04HOIo U3 Cyrpyros

MY>X4YMHDbI

Pa3Bsopg

MoBTOpPHLIK 6paK pa3BefeHHOMN YXEHLUHbI

MoBTOpPHbLIN 6pakK pa3BeAeHHOro0 MY)>XUMHbI

MY)XYMHA
YKEHLMHA

BecnnoaHbiX 6pak

CMepTb B MJ1afieHYecTBe

A6OPT CNOHTaHHbIX (BblKMAbIL)

A60OpT MEeANLIMHCKUH




MaTb 6epeMeHHOCTEN, 2-U U 3-U pebeHOK yMepsin cpa3y nocrne poXxaeHus,

nocnegHsan 6epeMeHHOCTb 6bl/1a NpepBaHa Mo XXeJIaHUIO YXEHLUWUHbI

MMRHGOPOBEpemMeHHoCcTeNn, 2-1 u 3-U pebeHoK ymepnu cpa3y nocne
poXXaeHusi, nocneaHnas 6epeMeHHOCTb 6b11a npepBaHa nNo
YKENTAHMUIO XXEeHLMHbI (MeaguLUMHCKUM abopT)

NMon pebeHka HensBecTeH (6epeMeHHOCTb NpepBasiacb C/INLLKOM
paHo)

NMpexxpaespeMeHHas cMepTb (A0 45-neTHero Bo3pacra) >EHLUHbI
NMpexaeBpeMeHHasa cMepTb (A0 45-neTHero Bo3pacra) MY>XKUMHbI

MpexaeBpeMeHHasa cMepTb pebeHkKa B ceMbe:
AEBOYKHN

MaJibuMKa
BTOpou 3aperucTtpupoBaHHbii 6pak BAOBbI
BTOpo# 3aperncTrpmpoBaHHbii 6pak BaoBUa

BHebpauHas cBsi3b BAOBbI

BHebpauHas cBsi3b BAOBLA

06a My)xa 3TOM XXEHLUMUHbI YMEepNu A0 AOCTUIKEHUS UMKU 45-neTHero
BO3pacTa

O6e >KeHbl 3TOro My>X4MHbl YMEpPJZIN A0 AOCTMIKEHUS UMM 45-n1eTHero
BO3pacTa




NMonunaakTunusa




PooocnoBHasA CeMbU C ayTOCOMHO-peL/eCCUBHbIM
HacneayeMbiM NPU3HAKOM
(aHogTanbMus — oTCcyTCTBUE rNasHbIX A6/10K)




O6Line kpuTepmun HacnegoBsaHus
3aboneBaHuK, cuensieHHbIX C NOJIOM:

HUKOraga He HabnoaaeTcs nepenaym 3abonesaHns OT
OTLIOB K CbIHOBbSIM, MOCKOJIbKY CblH HUKOr[la He
HacneayeT X-XpoMOCOMY OT OTLa

BCE Ao4epun 60/1bHOro MY>XX4YNHbI obs13aTenbHO NoJly4aroT
N3MEHEHHbBIN FEH N ABNSAIOTCS HOCUTE/IbHNLAMU

3/10pOBblEe MY>XUYMHbI HUKOrAa He nepenatoT 3aboneBaHme
CBOMM MOTOMKaM Noboro nona

NO/IOBMHA CbIHOBEWN XXEHLLWHbI, ABASIOWENCS
HocuTeNnbHULUEN 3aboneBanuns, 6yayT 60nbHbIMYK, a
NONOBUHA — 3J0POBbIMU

NOSIOBUHA A0YEPEN XKEHLLMHbI, ABNAIOLWENCS
HOCUTENbHULIEN 3ab0NeBaHns, TaKxe byayT
HOCUTENbHULAMMU



NedekTbl LBETOBOIro 3peHus

n [IpOTaHoMasnsl, N ripOTaHornus -
HEBOCMNPUNUMUNBOCTb K KPpacHOMY LIBETY

» /[JeritepaHomanns, i AeEUTEpaHOINns —
npoben B BOCNPUATUN 3e€/1eHOro LiBETa

n [pUTAHOMa/INS, NN TPUTAHOMUSA —
HeyMeHue pa3nnyatb PUOSIETOBYIO
OKpacKy




PacnpocrpaHeHue reMmopunmm B
KOpPOJiIeBCKUX ceMbaAX EBponbl

(koponesa Benukobputanun) .

Snyapa Vil
Bukropus Anuca JNeononen Beatpuca

oCe ,&m .o

Bukropus
Npan AnekcaHnapa Ajmca Esrenns | Jleononbp

OOl meT0enHLe D 8

Dpugpux Hm(oncm I

Bukont (xopons
{pyccuit uape) TpemaToH Menakmm)

a &IIIOCBCBCBION 'l é)ODI

Boneaemap Tenpmx Anexcedi  Pyneprt foncano Ansponc

(npycckmin  (npycckmia {uopesuu} {xpoHnpusu)
UmnepaTop) umneparop)




LlmToreHeTnyeckas
naboparopus



bosie3Hb [layHa

lNpuynHa pa3BUTUA
3aboneBaHus:
Tpucomusa — nosiBJsieHHue

JINLILHEW
21-1 XpOMOCOMBbI




YacroTa 6one3Hu [layHa
Ha 1000 po>xxaeHumn
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YACTOTA BONE3HH

Ho30 30-3¢4 3539  40-44 45-50 n.
Bo3pacT poxeHuubl



CvuHpgpoM
LLlepewieBckoro - TepHepa

lNpuynHa pa3BUTUA
3aboneBaHus:
yTpaTa OAHOM

X-XpOMOCOMbI
(44 + X = 45)




Cunapom KnanHdenbrepa

lNpuynHa pa3BUTUA
3aboneBaHus:
yBeJsinyeHue uymcna

X-XpOMOCOM
(XXY; XXXY; XXXXY)




CxeMa o6bpa3zoBaHUsl XpOMOCOMHbIX
nepecrpoek (TpaHc/iokalus)

TpaHcaoLpoBaHHAA
Xpomocoma 20 | xpomocoma 20

TpaxcaoLMp oBaHHAA
Xpomocoma 4

b
Xpomocoma 4




CxeMa o6bpa3zoBaHUsl XpOMOCOMHbIX
nepecrpoek (geneyms)
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CxeMa o6pa3zoBaHMs XPOMOCOMHbIX
nepecrpoek (4yrnikayms)
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CxeMa o6bpa3zoBaHUsl XpOMOCOMHbIX
nepecrpoek (MHBepcuu)
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[pynHa pa3BUTUA
3aboneBaHuN:
aAeneuns KOpoTKoro
nJjeya
5-1 XpOMOCOMbI




buoxmMmmnuyeckas
naboparopus



NMpuMepbl HacneaCcTBEeHHbIX 3abos1eBaHUM,
CBSi3aHHbIX C HapywieHMeM obMeHa BellecTB

dopmbl 3a6bonesaHnmn

MpuUYnHbLI

I.bone3Hn HapyweHnsa obMeHa
AMUHOKMCJIOT

1.Pa3zButne «Mmetrabonnueckoro
6n10ka>», CBA3aHHOIO C
HapyLweHUeM CUHTe3a, CTPYKTYPbl
M aKTUBHOCTU TE€X UWJIN UHbIX
¢epmMmeHTOB

2.HapyuweHus cCUCTEeM TpaHcnopTa
AMUHOKMUCINOT

1.®eHNKeToHypus (HapyLLeHNS
obMeHa peHnnanaHmHa)

Pe3koe CHMXeHME aKTUBHOCTN DepPMEHTA
beEHNNANAHUHIMAPOKCUIA3bI,
npeBpaLLAoLLIEr0 aMUHOKUCIOTY
(PeHnnanaHvH B Apyryto aMMHOKUCIOTY -
TUPO3WH

2.[ucrngnHMms (HapylieHms obMeHa
MMCTUAMHA)

OTCyTCTBME UIN CHUXKEHME

aKTUBHOCTW (pbepMeHTa rmcTnaasbl




OTCyTCTBME aKTMBHOCTU (PEPMEHTOB, YYACTBYIOLLMX B OOMEHE IMNKOreHa:

[1I0K030-6-pocdoTasbl, a-rnoKo3naasbl

3.fomoumctuHypums (HapyLieHme
obMeHa cepocoaepXkalumx
AMWUHOKWNC/IOT)

OTCYTCTBME WM CHKEHUE
aKTUBHOCTM hepMEHTa LIMCTAaTUOHMH
CMHTETa3bl, YTO 06YCNOB/IMBAET
HapyLleHMs B 0bMeHe METUOHMHA

II.bone3sHun obMeHa yrnesoaos

PasButune «Mertabonnyeckoro
65n10ka>», CBA3aHHOIO C
HapylwleHUeM CUHTE3q,
CTPYKTYPbl, aKTUBHOCTU TE€X WM
MHbIX (pepMeHTOB

1. anakro3emusi (HapylueHne obMeHa
ranakTo3bl) raslakToOKMHa3bl

Hu3kas akTMBHOCTb hepMEHTOB
ranakTo3o-1-pocdat-
ypunamntpaHcdepasbl n

2. nmkoreHoBas 60s1e3Hb (HapyLLUEHWE
obMeHa rnmkoreHa) — MHOXeCTBO

dopm

OTCcyTCTBME aKTUBHOCTU (DEPMEHTOB,
YYaCTBYOLMX B 0OMEHE rMnKoreHa:
FNOK030-6-pocdoTasbl, a-
FNoKO3mAa3bl




HepoctaTtoyHas akTUBHOCTb CbepMeHTa annonporenainnasbsl U ap.

III.bonesHu ob6MeHa nMnNnaos

Pa3Butue «Metabonnuyeckoro
6n10ka>>, cCBA3aHHOIO C
HapylwleHMeM CUHTE3a,
CTPYKTYPbl, aKTUBHOCTU TE€X WIN
MHbIX (pepMeHTOB

1./ unepnuronporengemumn
(HapyweHnst obMeHa xonectepuHa)

HepoctaToyHass akTUBHOCTb (pEPMEHTA
nMnonpoTenanmnasbl n ap.




MeTtabonnueckmmn nyTb npespawieHns
aMUHOKUCNOTbI beHnaNaHnHa B TUPO3UH
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e
l PEHUNMKETOHYPWA

THpo3us




MeauUMHCKMe NoKa3aHua ans
HanpaBJieHUA B reHeTU4YecKyro
KOHCYJ/1IbTaLMIO

YCTaHOBNEHHbIM UMW NpeaAnonaraeMbli AMarHo3 onpeaeseHHoro
HaCneaCTBEHHOrO 3aboneBaHns y KOro-nmbo n3 YneHoB CEMbU UK
X POACTBEHHUKOB.

CxoaHble 3aboneBaHus Y HECKOJ1IbKUX POACTBEHHUKOB.

OTcTaBaHne pebeHka B YMCTBEHHOM, PEYEBOM U (DM3NUECKOM
pa3BuTUK 6e3 onpeaeneHHOW NPUYMHGI.

Bpo>kaeHHbIE MOPOKN Pa3BUTUSA U AUCIIACTUYHAS BHELLIHOCTb
pebeHka.

HeI'IEDEHOCVIMOCTb OTAEJIbHbIX BUAOB MULLEBLIX NMPOAYKTOB.

HapylueHns pa3BUTUS ONOPHO-ABUrATENBHOMO annapaTa 5
(Kapi'IVIKOBOCTb, WCKPUBIEHUS USIX MOBTOPHbIE NEPENOMbI KOCTEN U
T. A.).

MblILLEYHbIE ANCTPOd UM, ABUrATENBHAS PAaCTOPMOXKEHHOCTD,
HapYLLEHNS MOXOAKM.

HenpaBunbHoe hopMMPOBaAHME MOMOBbLIX OPraHoB.



MeauUMHCKMe NoKa3aHua ans
HanpaBJieHUA B reHeTU4YecKyro
KOHCYJ/1IbTaLMIO

Pe3ko BbIPpa>XeHHbIE aHOMaJIMN KOXWN U €€ MNPOonN3BOAHbIX: BOJIOC, 3Y6OB
HOrTEN.

HeobblYHbIN 3anax Moyn pebeHka.

AnuTtenbHoe 6ecnnoaue cynpyros (ecnn UCK/IOYEHbl HEHACNeACTBEHHbIE
NPUYNHBI).

[ToBTOpPHbIE BbIKMAbLILLW, MEPTBOPOXKAEHUA HEACHOIO NPOUCXOXAEHUS.

BpeaHbie BO3AENCTBUS Ha N0H60ro n3 cynpyros 10 3a4aTUS U Ha XXEHLLMHY
BO BpeMsi 6epeMeHHOCTH.

CeMenHble hOopMbl anepro3os.

XpoHuYyeckune 3aboneBaHns C NPOrpeccupyonM TEYEHNEM,
HauMHatoLMeCa B AETCKOM, IOHOLLECKOM U MOJIOOM Bo3paCTe (s13BEHHas
6onesHb, Nncuxnyeckmne 60ﬂ€3HM caxapHbin AnabeT, rMnepToHnNs m
aTepOCKnepo3)

BpoxxaeHHas cnenoTa, rnyxoTa.
Bo3pacT 6epeMeHHON XeHLUMHbI cTaplle 37 ner.
KpoBHOEe poaCTBO Cynpyros.



MeToa4 aMHMOLIeHTe3a

#0TMYECKOR KUAKOCTS KyneTypa

AMHMOTHYECKUE
KNeTKH




