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HacnedcmeeHHbIe 60s1e3HU

[lo AaHHLIM BceMmnpHON opraHmsauun
3apaBooxpaHeHnsa okonio 4% HOBOPOXAEHHbIX
cTpagarT TEMU UNN NHBIMU TEHETUYECKU
obycnosrneHHbIMU gedektamun. K aTomy ymcny
Hago nNpubaBuUTb Ty HACNEOCTBEHHYIO NATOMOrNIO,
KOTOpasa NposABNAeTCcA He cpady nocre poXxaeHus,
a B bonee no3gHem Bo3pacTte. 3HAYUTESIbHbLIN U
BCe MNOBbILIAKWNUNCSA NPOLEHT HacneacTBEeHHbIX
doopM YMCTBEHHOW OTCTArioCTU NPUBNEKaeT
BHMMaHWEe crneuuanmcTtoB BO BCEX CTpaHax Mupa.
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HacnedcmeeHHbIe 60s1e3HU
CtaTucrtuka

0,5-1% Bcex HOBOPOXAEHHbIX, MOPa)XXeHHbIX DOMe3HAMU
(cMHOpomMamMn) B pesyribtaTte XpPOMOCOMHbIX MyTaUnn

0,5-1% peten c 3aboneBaHNAMU U aHOMaNUAMMU,
BbI3BaHHbLIMW MYyTaUNAMN reHOB

oonee 2,5% aeten ¢ BpOXOAEHHBIMU NOPOKaMin
pPa3BUTUS

°
3% noaen, ctpagaroLlmx HacnegyembiMu
NcUxmyeckumm 3abonesaHmnsaMm

1% nropen, oTAroweHHbIX
reHeTn4yecknmn gedektamm
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HacnedcmeeHHbIe 60s1e3HU

Bce 3aboneBaHns 4yernoseka C y4eToMm
PONN HacneaCcTBEeHHbLIX DaKTOPOB
MOXXHO pa3gennTb Ha rpynnbi:

HacnencteeHHble BonesHu ¢ 3abonesaHus,
60n63HV|, KOTOpPblE Hacne4aCTBeHHbIM KOTOpPblE
Pa3BMUBAOTCAH npegpac- Bbl3biIBAKOTCH
TOJ1bKO MpPH NMNoJ10XXKeHnem pPa3nnn4HbIMA
HanMuum NH(PEKLMOHHbIMM
MYTaHTHOIO reHa dlfeHTaMu
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HacrnedcmeeHHbIe 60s1e3HU

UcTopunyeckasa cnpaBka

MeonumnHckaa reHeTuKa Kak Hayka 1 Kak pasgen npakTuy4eckoro
30paBOOXpaHeEHUs cTarna cknaabiBatbcs nocne Bropon
MWPOBOW BONHbI OA4HOBPEMEHHO B HECKOSLKMUX CTpaHax, npexae
Bcero B CLUA v BenukobputaHun,

OOHaKo UCTOKM ee MOXXHO HauTu 3a40S1ro 40 3TOro BPEMEHM.
Tak, ewle B koHUe 20 - 30-x ronoB B CCCP BrniepBble B Mupe
ObININ HE TONBKO COOPMYNNUPOBaHbLI MPUHLMMNBLI OpraH1u3aLumn
MeONKO-TEHETUYECKNX KOHCYSbTauum Kak LEHTPOB
NpouUNakTuknu HacnegcTBeHHOM NaTosiornm, HO U peanusoBaHsbl
B NpakTuke. BblgatloLyrocs posib B 3TOM Cbhirpasn oauH 13
KpynHeuLwmnx coseTckux HesponaTtonoros C.H. [1aBbldeHKOB.

B nocneaytowime rogbl pasBUTUS MeEOULIMHCKOWN FEeHEeTUKN
NPOUCX0AUNO0 AOCTAaTOYHO ObICTPbIMU TEMMAMM.
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HacrnedcmeeHHbIe 60s1e3HU

JTnonorusa HacneacTBeHHbIX Oone3Heun

[MprymMHON HacnenCTBEHHbIX DOe3HeN ABMATCA MyTaUUM.
MyTaunu 6biBaloT TpeEX BUOOB:

—

Camble YacTble MyTaumn - 3To reHHble. OguH reH
MyTUpYyeT pas B 40 TbICAY NET, HO reHOB MUISTUOHBI,
noaTomy 5-10% reHoB - MyTaHTHbI.
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HacrnedcmeeHHbIe 60s1e3HU

[eHHble myTauuu

[TPUYNHOWN reHHbIX MyTaLUn ABNAETCA
N3MEHEHME NnocrnenoBaTeribHOCTU HYKITEOTUOO0B
B JHK (nobaBku, HexBaTkn UM nepectaHOBKM
HYKeoTnaos). Yalle MyTUpyeT peLeCcCUBHbLIN
[EH, T.K. OH HEYCTONYMB K HeONaronpuUsaTHbLIM
YCINOBUAM.

Takne myTauum He NPOABNSATCA B NEPBOM
NOKONeHNN, a HakannmearTca B reHOQOOHAE, A
06pa3 -

T.e. yoan
BOCCTaHoBIeHMto nospexageHHon OHK.
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HacrnedcmeeHHbIe 60s1e3HU

oecbuweHcu _
Oderneyuu oyrukauuu
HeXBaTKa [ynsoeHune
obmeH
yyacTkamm XpOMOCOMHble
MyTauuun
mpaHcriokayuu
NMnOoBOPOTHI
UuHsepcuu
mpaHcrno3uyuu

nepemelLle-
Hue
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HacrnedcmeeHHbIe 60s1e3HU

XpOMOCOMHbIe MyTauuu

Takue MyTauumn CUNbHO U3MEHSAIOT PEHOTUN, T.K. USMEHSIETCS
MHOrO reHOB, He HaKannMBaloTCs B reHopoHae, T.K. Y HUX
O4YeHb BbiCOKas NeTanbHOCTb. XPOMOCOMHbIE MyTaLM1 MOy T
Tak e ObITb MaTepuanom asisi eCTECTBEHHOro oTbopa U
cenexkumn.

Leneuyusi no 5 aymocome (CUHOPOM «Kowa4ybe2o KpuKay) npuinHa -
aeneuust KOPoTKoro nreya 5 aytocomsl. lNpusHaku: y
HOBOPOXAEHHbIX HAPYLLUEHNE CTPOEHUS ropTaHn, KMSAYKaroLLNN»
TemMOp ronoca, cnaboymme, OTCTanocTb NCUXOMOTOPUKM.

Leneyusi xpomocombl 21 - XpoHUYecKoe b6eriokpoBue (1etkemust)
CuHOpom «Oyrnnukayusi-oeneyusi 3 aymocomabl» - CNOHTaHHbIE

a6opr|, B Clliydae poxaeHunda Oetn He CNOCOOHbI CUAETDL, €CTb
TBeEpAyro nuily, UMerT OYEeHb KOpOTKI/II7I HOC.
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HacrnedcmeeHHbIe 60s1e3HU

XpOMOCOMHbIe MyTauuu

CUHOPOM «KoWadbe20 KpuKa»

[Mpu3HaKkn: y HOBOPOXAEHHbIX HAPYLLEHNE CTPOEHUS FOPTaHN,
«MsayKaroLwmny Temop ronoca, cnaboymue, otTctanocTtb
NCUXOMOTOPUKM.

-

>

. -
\ ———

B 1963 roay [x.JlexeH onucan cMHapom, o0ycnoBrneHHbIn XPOMOCOMHOM
MyTauunen (geneumen) KOpoTKoro nneda naTon XpoOMoCOMbI.
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HacrnedcmeeHHbIe 60s1e3HU

[eHOMHblIe myTauuu

[PUYNHON FrEHOMHBIX MyTaLWiA ABNSIETCA N3MEHEHME YMCa XPOMOCOM B KIETKE.
OHM BbI3bIBAIOT OMEHb CUSbHLIE U3MEHEHUS B (DEHOTUMNE, BCEraa NposiBMAOTCSA B
NepBOM MOKOSIEHUN.
yBenn4eHue Ymcna XpomMocom

. B 2eHOMeE KNeTKu

n3MeHeHue 4ucria otaesibHbIX
XPOMOCOM B reHOMe KIeTKHA

YMEHbLUEeHNe YMucrna XpoMocom B
reHoMe KreTku B 2 pa3a
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HacrnedcmeeHHbIe 60s1e3HU

C-wm llepeuesckoro- * MoHocomusi - X kapuoTun 45,
TepHepa XO - eauHcTBEHHas MOHOCOMUA,
COBMECTMMAs C XKN3HbIO
yenoseka (45, YO-netanbHbl),
yactoTta 1:4000, HabniogaeTtcs
TONbKO Yy 0cOBen KeHCKOro nosa
- HeO4opPa3BUTbI ANYHUKU U
MaTtka, 6ecnnogue, pocT HMXe
HOPMbI, YMCTBEHHas
OrpaHNYEeHHOCTb.
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HacneodcmeeHHbIe 60s1e3HU

CuHOpom KnatHpernbmepa

CuHppoMm e -
KnanHdensrepa BCTpevaeTcs Tarpery ‘ L0 B4
TOMBbKO Y MYXXYNH B OBYX o q Wrte
cbopmax: SR lailn _ Ortrot
Monucommsi no X-XpoMocoMme. o e
bonbHble ¢ kapuoTtunom 47, XXY Ay ,
- MY>KYMHbI KEeHOMogo6HOoro '3 )
CNoXeHus (passuTa rpyab, Phios siokoe
XKEHCKUW ronoc, ANIMHHbIE HOTH, fomn i =
€BHYXOBWUAHbIN TUM CNOXEHUS),
HeOopa3BUTbl CEMEHHUKM, empie. ‘ :
6ecnnoaHbl, NMCUXUYECKU J | ptrn
HOpMarbHbl, HO 6ONTNMBBI. }’ N
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HacnedcmeeHHbIe 60s1e3HU

Tpucomusi - X

Tpucomus - X

(cuHOpom Tpensio X)
kapuotun (47, XXX)
-U3BECTHbI TOSNIbKO Y XXEHLUUH,
-yacTtota cuHgpoma 1: 700
(0,1%):

Hepe3Kue OTK/IOHEHUSA B
¢pmn3nyeckom pasBuTuUmN,

HapyweHune pyHKUnn
ANYHUKOB,

npexaeBpeMeHHbIN KNnmakc,
CHWXeHWe UHTenneKkTa
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Tpucomus-21
(6one3Hb [JayHa)

- MPUYMHAa naTonoruu -
Tpucomus no 21
XpomMocomMe. OTO camasi
pacrnpocTpaHeHHasi U3 BCex
aHoManun, YacTtoTa
POXAEHUA cocTaBnseT
1:500 (oo 40% peten ¢
9TON DOME3HbLIO POXAAOT
martepu ctapuwe 40 ner) -
MOHIOSTIOUAHOCTb,
YKOPOYEHHbIE KOHEYHOCTMH,
MUKpouedbanuga, aHomanum
nvua, rncnxmyeckas
OTCTaNoCTb, CHUXKEHNE
nmmyHuteta, 17%
BONbLHbLIX yMUPaOT B

BbI rof, >XU3HMW.
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HacneocmeeHHbIe 60s1e3HU




HacrnedcmeeHHbIe 60s1e3HU

Tpucomusi-12 (cuHOpPO
[lamay) kapnoTtun
17(+13).

Yactota 1:14 500.
[Tpu3Haku: rnyxora,
aHomanuu cepaua u
noYyek, NoNnaakTua n
cpalleHue nanbLeBs,
YMCTBEHHAs OoTCcTanoc
OTCYTCTBUE rnas,
pacLienneHne Heba.
[TpogomkuTenbHOCTb
XU3HU Takux OeTen He
©onee rona.




HacrnedcmeeHHbIe 60s1e3HU

Tpucomus-18 b
(cuHOpom

Jdeapoaoca)

npuynHa naTonorum -
Tpucomua no 18
XPOMOCOME.

YacToTa 1:4500 -
MHO>XECTBEHHbIE MOPOKN
MHOIMX OpraHos,
YMCTBEHHas OTCTarnocCTb,
HeOopa3BUTUE HMKHEN
YerncTn, aHomMmanum
yepena, KUCTeun, yLueu.




HacrniedcmeeHHbIe 6os1e3HU

OuarHocTuka HacneacTBeHHbIX bone3Hen

*1. TllpeHaTanbHaa (BHYTpUyTPpOOHad), T.e. METo4OM
YINbTPa3BYKOBOIO CKaHWUpPOBaHMUA, PEHTreH
nnoga, amuHouemes - aHanm3 OKOSIONSI04HON XKNOKOCTU CO
CNyLLEeHHbIMM KNneTkamu nnoaa.

2. [locTHaTanbHas (nocne POXAOEHUSA) - Ha
OCHOBe depmamoariugbuku (oTneyarka nanbLueB) 7
MOPdOMNOrMyeckoro aHanusa (BHeLHe Npu3Hakun)

3. [NpeknuHnYyeckaa (aocumnTomMaTmuyeckas)

*4. PaHHAA NocTHaTanbHasa gmarHocTtuka (naeHtudukaums)
HacneacTBeHHbIX bone3Hen, noaaarLLmMXca NeYeHuto.
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HacrnedcmeeHHbIe 60s1e3HU

JIleveHMe HacnencTBeHHbLIX Oone3Heun

. 1. CuMnmomamuy4yeckoe u namoa2eHemu4eckKoe - BO3aencTeue
Ha CUMNTOMbI ODONE3HU (FrEHETUYECKUIN OEeEKT COXPaHAETCS U
nepenaetcd NOTOMCTBY):

1) Ouemomepanus, obecrneymBaroLLas NOCTyNsIEHNE ONTUMarbHbIX
KOSINYEeCTB BELWECTB B OpraHn3m, YTo CHUMaEeT NposiBlieHne Hanboree
TSHKKUX NposABNEeHnn bonesnu (cnaboymme, EHUNKETOHYPUSA).

»2) ghapmakomepariusi (e6eedeHue 8 opeaHuU3M Hedocmarou,e2o
cakmopa) - nepuognyeckme UHbEKUNN HegocTaLwmnx Oenkos,
depmeHTOoB, rMobyNUHOB pe3yc-dakTopa, NepennBaHUe KPoBU, YTO
BPEMEHHO YNy4llaeT COCTOsIHME BOSbHbIX (aHEMUS, FreMOoUInS)

*3) xupypaudyeckue Memoob! - yaaneHne opraHoB, KOPPEKLIUS
NOBPEXOEHUN UNKW TpaHcnaHTaums (Bon4vbd ryda, BpoXXaeHHbIe
NOpPOKM cepaua)
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HacnedcmeeHHbIe 60s1e3HU

2. EsceHu4Yeckue meponpusmusi - KOMMNeHcauus
eCTECTBEHHbIX HEQOCTaTKOB YenoBeka B peHoTune (B
TOM 4Yucne W HacnegcTBeHHbIX), T.e. YynydlleHue
300POBbs YENOBEKA Yepe3 PpeHOoTUn. 3aknvarTcs B
neyeHnn aganTMBHOWM  cpegon. gopodoBas WU
nocnepogoBaa 3abota o0 NMOTOMCTBE, UMMYHU3aALMS,
nepennBaHMe KpPOBW, TPaHCNMaHTauua OpraHos,
nnacTtudeckas Xupyprusd, pguerta, nekapcTBeHHas
Tepanma W T.40. Bknwyaer cumnTomMatuUyeckoe W
NaTOreHeTUYECKOEe JieYeHne, HO He MNO3BOMAET
NONMHOCTLIO N30aBUTbLCS oT HacneaCcTBEHHbIX
OEEKTOB U He YMEHbLUaeT KONn4ecTBO MYTaHTHbLIX
[OHK B nonynauun 4Yenoseka.
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HacrnedcmeeHHbIe 60s1e3HU

Idmuosiocu4ecKkoe Jie4yeHUe -BO3OENCTBUE Ha
NPUYNHY boresHu (OOSTKHO npuBoAuTb K
KapOuHanbHOMY  uUcCnpaBneHut  aHomanuun). B
HacToslLLlee BpeMAa He paspaboTtaHo. Bce nporpammebl
B Xenaemom HanpaBeHun doparmeHTOB
reHeTNn4yecKoro MaTtepuana, onpegenaroLwmx
HacrneacTBeHHbIE aHOManuu, NCXoaaT U3 MAEN 2eHHou
UH)XeHepuu (HarnpaBlieHHbIE, obpaTHbIe

MHOYUMPOBaAHHLIE MYyTauMM C MNOMOLLBKD OTKPbITUSA
CMOXHbIX MyTareHoB WM 3aMeHOW B  KNeTKe
«bonbHOro» dparmMeHTa XpPOMOCOMblI «300POBbLIMY
€CTECTBEHHOIO UM UCKYCCTBEHHOIO NMPOUCXOXKOEHNS)
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HacrnedcmeeHHbIe 60s1e3HU

NMpodumnakTuka HacneacTBeHHbIX Oore3Hen

*MeANKO-TreHETNHECKUNE KOHCYJ1bTallnu,
‘ripeHaTtalsibHad AnarHoCTuKa,

sJMcrnaHcepusayus.

Cneumanuctel BO MHOMMX Criydadax MOryT yKasaTb
poauTeENsaAM Ha BEPOSATHOCTb MNOSABNEHUST pebeHka C
onpeaeneHHbIMM NOPoKaMm, XPOMOCOMHOW OOSe3HbI0 Unu
HapyweHusMmn  obmeHa, O0OyCrnoBNEHHbIMUA  TEHHbLIMU

MyTaluUAMM.
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HacrnedcmeeHHbIe 60s1e3HU

CerogHsi y4eHbIM yaanoch BbIICHUTb TOJNbKO CBSA3b MEXAY
HapyLLEHUMN XPOMOCOMHOrO annaparta, C O4HOW CTOPOHbI, C
Pa3NUYHbIMM NaTONOrNMYECKUMUN N3MEHEHNAMMN B OPraHU3Me YerioBeKa -

C Opyrown.

llepcnnekmuesi:

-yCTaHOBJ1IEHUNE B3aNMOCBA3N MeXAY Hacsie4CTBEHHbIMU
3aboneBaHUs MU U XPOMOCOMHbIMW NMOBpPEXOAEHNAMMN,

-BbISIBNEHNE NPUYNH NepBOHaYarbHbIX HapyLLUEHWUIA B CUCTEME
XPOMOCOM;

-/13y4eHne MexaHn3ma pas3BUTUS XPOMOCOMHbIX OOMne3Hewn;
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HacrnedcmeeHHbIe 60s1e3HU

llepcnekmuenbi:

‘n3yveHune ONOXMMUNYECKUX COBUTOB B opraHnamMe, BO3HUKAKLWNX B
cBA3nN C N3IMEHEHUAMU XPOMOCOMHOIO Ha6opa (yCTaHOBI/ITb, KaKa4

MMEHHO XPOMOCOMa, UMK Oaxe Kakou ee onpedeneHHbIn Yy4acToK
KOHTPONUPYET TOT UITN UHOM npoLecc obMeHa BELLECTB);

*COCTaBIEHNE TEHETUYECKON KapTbl 4eJyioBeKa, TO €CTb YyCTaHOBJIEHUE
pacnoJyioxKeHnd reHoB B XpOMOCOMaXx,

spa3paboTka 3PPEKTUBHbLIX CNOCOOOB NPOPUNAKTUKA U JIEYEeHUs
XPOMOCOMHBbIX 3aboneBaHunn.
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HacrnedcmeeHHbIe 60s1e3HU
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