CeMMOTHKa HacneaCcTBEHHbIX
bonesHen y geten

YUCTbIM AHTOH FTEHHAILEBUY
K.M.H., JOUEHT




OcobeHHOCTU KNMHMYECKMX NPOABAEHUI
HacNeaCTBEHHOM MaToN0rm

TepMUH «CUHAPOMY» B KIMHNYECKOW FeHETUKE
ynotpebnaerca He ToNbKO Ana 0603Ha4YeHun
COBOKYMHOCTM CUMMNTOMOB, 06beMHEHHbIX
eINHbIM NaToreHe3om, HO U ana bonesHen,
COCTaBAAIOLWMX CAMOCTOATE/IbHbIE
HO30/10rMYecKkmne eamnHuLbl.



OcobeHHOCTU KAMHUYECKMX MPOSABIEHUIA
HacNeaCTBEHHOM MaToN0rMm

TepMUHbI «60N1E3HbY U KCUHOPOM» ANA
HacneaCcTBEHHOM NAaTONOTMMN PABHO3HAYHDI.
[na o6bo3HaYeHUsA HEKOTOPbIX
HOo30/10rnMyecknx dopm ynotpebnatotca oba
TepMmuHa (Hanpumep, 6one3snb [layHa,
cuHapom [layHa).



OcobeHHOCTU KANHUYECKMX NPOABSIEHNM
Hac/1ea4CTBEHHOM MaTONOMMM

1. CemMeMHbIN XapaKTep HacneaoBaHMA

2. XpOHMYeCcKoe 1 peunamnsmpylollee TeyeHue
HacneacTBeHHbIX bone3Hemn

3. Cneundpuyeckme cMMNTOMbl HACNeACTBEHHbIX
bonesHen

4. MHoOMecCTBeHHble naTtonornyeckme nasmeHeHus
OpPraHoB U CUCTEM

BpoKAeHHbIM XapaKTep 3aboneBaHums

Pe3ncTeHTHOCTb K Hanbonee pacnpocTpaHEHHbIM
NPMHLUMNAM Tepanmu



CeMenHbIX XapaKTep 3aboneBaHmA

Ecan Bpay npu obcnegoBaHmnm 60n1bHOro noay4yaet
cBeZeHMA 0 CXOAHbIX cny4vyasx 3abonesaHus B
CeEMbeE, TO 3TO NPSAMO YKa3bIBaeT Ha UX BO3MOKHYIO
HacneaCTBEHHYIO Npupoay.

[Mpu cemenHbIx cnydyanax 3abonesBaHmAa Heobxoanum
BTOpOW 3Tan obcnenoBaHusa 60AbHOTO,
HanpaBAeHHbIW Ha AndpdepeHuUnanbHyO
NAMNATHOCTUKY HacneacTBeHHOM bonesHu.



XPOHUNYECKOE N peunanBmpyoLLee
TeYeHMe HaCNeaACTBEHHbIX Doe3HeN

HacneactBeHHble 601€3HU, Ha4YMHAtOLWMeECA B
NtobomM BO3pacTe, UMEHT XPOHUYECKOE TeYEHUE
C NporpeaneHTHON KANHNYECKON KapTUHOWU




XPOHUNYECKOE N peunanBmpyoLLee
TeYeHMe HaCNeaACTBEHHbIX Doe3HeN

1. XpOHMYECKUU NpoLecc Npu HacneaCTBEHHbIX
bone3HAX pa3BUBAETCA B pe3ynbraTe
NOCTOAHHOIO AENUCTBUA MYTAHTHOIO reHa.

2. Peunausupytollee Te4eHme HacneaCcTBEHHbIX
bonesHen obyc/s10BNEHO U TEHETUYECKUMMU, U
cpefoBbiMM GaKTOPaAMM.



Cneumdpuyeckme CMMNTOMb
HacneACTBEHHbIX bone3Hen

PeaKko BcTpeyatowmecs cneumnpuyeckme
CUMNTOMbI UIN NX COMETAaHUA AatoT
OCHOBaHMe AymaTb O HacneaACTBEHHOM
npupoae 3aboneBaHuA.




Cneundunyeckme CMMNTOMbI
HacNeaCTBEHHbIX OOe3HEN




CuHapom MapdaHa




Cneumdpunyeckme CUMNTOMbI
Hac/1e4CTBEHHbIX boe3Hen




AXOHAPONNA3UA




MHOecTBeHHble NaToN0rn4yecKkme
NM3IMEeHEHWNA OPIraHOB N CNUCTEM

BONbLWMHCTBO MYTaHTHbIX FEHOB,
BbI3bIBaOLWMX HAaCNeACTBEHHbIE 60Ne3HM,

O30T NNEeNoTPONHbIN 3PPEKT, B pe3ynbraTte
4ero B NPoLECcc BOBAEKAKTCA MHOIMMe

OpraHbl.



MHOecTBeHHble NaToN0rn4yecKkme
NM3IMEeHEHWNA OPIraHOB N CNUCTEM

MnenorponHoe aencreme

reHa (nnenoTponusa - BIUSAHUE OOHOTO reHa
Ha POPMMNPOBAHUE HECKOJIbKUX MPU3HAKOB) -
VHUBEPCabHAA reHeTU4YecKasn
3aKOHOMEPHOCTb, MMEIOLLLAA NPAMOE
OTHOLUEHUE K KIMHNYECKUM MPOABAEHNAM
HacneaCcTBEHHOM NATONOTMUMN.



MHOecTBeHHble NaToN0rn4yecKkme
NM3IMEeHEHWNA OPIraHOB N CNUCTEM

MNepBUYHaA naenoTponmna obycnoBneHa OUOXMMUYECKUMHA
MEXaHU3MaMM AeNCTBUA MYTAHTHOro benka nnm depmeHTa -
NepPBUYHbIX NPOAYKTOB MYTAaHTHbIX aNNeneun.

BTopuuHaa naenorponmna obycnoBneHa OC/IOKHEHUAMMU
NepPBUYHbIX NATONOTMYECKNX NPOLLECCOB.

[lnenoTponHoe gencreme reHoB o0bycnoB/IMBAET OAHY U3
0CObEeHHOCTEN KNMHNYECKOTO NPOABAEHNA HacneACTBEHHbIX
bonesHen - BOBNEYEHHOCTb B MAaTO/IOMTMYECKUIM npoLuecc
MHOTMX OPraHOB N CUCTEM. IMOm 8aX < Hbili 0606wieHHbIlU
ouazHocmu4eckul Npu3HaK HacaeocmeeHHOU namosoauu
00/1HCeH CAYH UMb opueHmupom 0114 epaya!



BpoXKAeHHbIV XapaKTep
3aboneBaHmA

HOpMa!'IbeIe U Natosorm4ecCkme aniaenu

BK/TIOYAKOTCA B pa60Ty B Pa3Hble Nepunoipbl
OHTOreHesa - oT 3N\6leOHafIbHOFO A0 CTapyeCKoro.

He meHee 25% Bcex ¢opm reHHbIX
HacneaCcTBEHHbIX 6ONe3HEN N NOYTU BCE
XPOMOCOMHbIe BONEe3HU HAaYMHALOT
dopmmnpoBaTbCA eLle BHYTPUYTPOOHO.



Pe3ncTteHTHOCTb K Hanboee
PACMPOCTPAaHEHHbIM METOAAM TEPANUN

OaHa n3 ocobeHHOCTEN HAaCNeACTBEHHbIX
bonesHen - HeaIPPEKTUBHOCTb JIEYEHUSA, XOTH
OHa M He ABnaeTcsa abcoNtoTHOM.

HeKoTopble 3aboneBaHmA 13 rpynnbl
YCTOMUYUBBIX K TEpanmnm nepexoanT B rpynny
noaaatoLWmMxXca NeYeHUo
(remaToneHTUKynApHaAa gereHepaums,
LeNnaKkma, MyKOBUCLLMO03).



OcobeHHOCTN OCMOTPa U GU3MKAIBHOTO
obcneaoBaHMA NALMEHTOB C
Hac/1eaCTBEHHOW NaTO/I0rMen




«BpoxaeHHbI NOPOK Pa3BUTUAY - 3TO MOPDONOrMYecKuin aedeKT
OpraHa, 4acTm opraHa mam 6onblion obnactn Tena, BeayLwmnm K
HapyLleHuto ero/ee dyHKUUN. BpoXKaeHHble NOPOKM Pa3BUTUA -
pe3ynbTaT HapPYLLUEeHHOro OpraHoreHesa.

BpoxKaeHHble NOPOKMU:

NU30/IMPOBaHHbIE (B O4HOM OpraHe, HanpMmep, CTEHO3
NPMBpPaTHUKA)

cucTemMmHble (B npeaenax oa4HOM CUCTEMbI OPraHOB, HaNpuUmep
XOHApOANCNNA3NN)

MHOXKeCTBeHHble (B opraHax AByx cuctem u bonee).

3TNONOINA: HacneaACTBeHHanA, 3K30reHHas U MHorogaKTopHas.



HacnepcrBeHHO 06ycnoBneHHblIe BPOXKAEHHbIE
NMOPOKN PA3BUTUA BO3HMKALOT IMOO NPU reHHbIX
MYTaUUAX, 3PPEKT KOTOPbIX NPOABAAETCA B BUAE
3MOpUOHanbHOro agncmopdoreHesa, nmbo npu
XPOMOCOMHbIX U TEHOMHbIX MyTaLMAX
(XpomocomHble 60os1e3HN).

MyTauum B onpeaeneHHbIX T0KYycax MOryT
HapyLwaTb npouecc mopdoreHesa B
3MOPUOHANBHOM U NOCTIMOPUOHATBHOM
nepuoaax



JK30reHHo 0bycnoBAeHHble NOPOKU Pa3BUTUSA
CTaHOBATCA CNeACcTBUEM AENCTBUA TepaTOreHHbIX
daKkTOpPOB B 3IMOpPUOHaNbHOM Nepuoae, Koraa
OCYLLECTB/IAETCA OpraHoreHes.

TepaToreHbl MOryT OKa3blBaTb LUTONOBPEKAatOLLEE
AencTene, Bbi3blBaTb HapyweHune anddepeHUNpPoBKHU
K/IETOK B 3a4aTKaX OPraHoOB W/IM BbI3biBaTb MyTaL UK

Kputnuyeckue nepuoabl passBmTmA 3apobllla: B KOHLE
1-1 - HaYane 2-n Hegenu rectaumm n mexay 3-m n 6-u
Heaenamm



[ameTonaTum — MyTaLKUn B rameTax,
HapyLlatoLme pa3BUTUe opraHmM3ma

Bnactonatum — nopoKu pa3BUTUA, KOTOPbIE
bopMMPYIOTCA B pe3y/ibTaTe MoparKeHus
bnactoumncTbl

IMmbpuonatnm n petTonatmm — HapyLleHnsa
Pa3BUTUA 3apoabila(ambproHa) n
noBpeXxaeHua naoaa



AHTPONOMETPUA




[TpU3HaKKM AMCMopPoreHe3a B ANArHOCTUKE
HacNeACTBEHHOM U BPOXKAEHHOM NaTO/I0MMN

BONbLINHCTBO NPU3HAKOB AMcMopdoreHesa HapyLlatoT
$YHKLUMIO TOro opraHa, K KOTOPOMY OHUM OTHOCATCS (KO’Ka, rnasa,

HEDO, KOHEYHOCTb U T.A4.)

MuKpoaHomanuu pasBUTUA, NN BPOXKAEHHbIE
MopdoreHeTnYecKne BapmaHTbl, HE BbIXOAAT 3a npeaensl
HOPMaJIbHbIX Bapuauuin, HO HEe HapyLaoT PyHKUMIO opraHa (B
OT/INYMNE OT BPOXKAEHHOIO NOPOKA Pa3BUTUA).

OHu aBnAoTCA HecneundpuyecKumm npmusHakamm
ambpmnoHanbHOro gaucmopdoreHesa n oTpakatot inbo
HeboNbLUME OTK/IOHEHNA B TOMEOCTa3e pa3Butua, 1mbo
HacneaACTBEHHYIO MAaTONOTMNIO, NMOO OTK/IOHEHUA, BbI3BaHHbIE

TepaToreHHbIMKU PpaKTopamMm.



[Ton3HaKK AncmopdoreHesa

KoXa: aHrMombl, TeneaHrnakTa3nm, BEHO3HanA CeTb,
NMUTMEHTHbIe NATHA, AeNUIrMeHTaumsa, TEMHO-
KOpuMYyHeBble BeCHYLWKKU (bonee 20), runepTpuxos,
rMPCYTU3M, IMNOMbl, PUOBPOMbI, KeNonaHble
pybLbl, NOBbILLIEHHAA PACTAXUMOCTb,
CKN1aA4aTOCTb, BANOCTb, HAPYLLUEHUNE
NoTOOTAENEHUSA, TMIEPKEPATO3 U AP



1.CknaavaTtan BAaA KOXKa
2. nnepkepartos




[Ton3HaKK AncmopdoreHesa

Hortu: WWMpoOKMe, KOPOTKNE, BOTHYTbIE, ANCTPOPUS,
rmnonnasuna, annasusa

Bonocbl: cyxue, peaKkue, LWepcTucTble, aaoneums,
cefan npaab Haao 160m, HU3KUW POCT BONOCHI Ha
nby n Ha wee

[MogKoXKHaA XKMpoBas KneTyaTKa: U3bbIToyHoe
OT/NI0}KeHUe, YyMeHbLLUEHHOEe KONNYEeCTBO.

Mbiwubl: runeptpodusa, runoTpodPpuma, anaasus.



1. Cepana npaab Bonoc (cMHapom BaapaeHbypra)
2. lLlepcTtncTtble BOIOCH!




[Tpn3HaKK ancmopdoreHesa

Yepen: rmapouedanma, mmkpouedanus,
Makpouedanua , bpaxmuedanma, gonnxouedanus,
TpuroHouedanuma, akpouedanunsa, BbICTyNatoLWMUN
Nno6, BbICTyNatOLWMM 3aTbIZIOK, NMJIOCKMIA 3aTbINOK.

YW Hble paKOBUHbI: aHOTUA, MaKPOTUA, MUKPOTUA,
nepopMmnpoBaHHbIe, HU3KO PacrosiIoXKeHHbIE,
OTTOMbIPEHHbIE, OTKNIOHEHHbIEe Ha3a/, 3aBUTKU CO
CrNa*KeHHbIM YMPOLEHHbIM PUCYHKOM,
npeaylwHblie GUCTYNbI, NPeayLHble NannaaoMbl.



1.M'vapouedanns
2.YnpouleHHaa Gopma 3aBUTKaA yXa
3.[1peayLuHble nannaoMsl




[Ton3HaKK ancmopdoreHesa

JINuo: NNoCcKoe, Kpyrnoe, TPeyroabHOeE, BbITAHYTOE, rpybble YyepTbl

O6nacTb a3 v rnasa: aHTUMOHIOZIONAHBIA U MOHTOJIOMAHbIN Pa3pes rnas,
3MNUKAHT, TEIEKAHT, TMNepTeNopnU3M, TMNoOTeNI0PU3M, NTo3, bnedbapodrumos,
Kocornasme, MMKpodTasnbm, SK30PTaibM, KOPOTKAA rMa3HanA Wesb, ABONHOMU
AN TPOWUHOM PAL PECHMUL, KONOOOMa PaayKKU, TEeTEPOXPOMUA PALYKEK,
ronybbie CKNepbl, TEI€AHTNIKTA3NU, MUONUA, TMNEPMETPONMA, CUHOPPU3.

Hoc: KOpOTKUI, KNIOBOBUAHbIN, CeAI0BUAHAA NepPeHoCMLUa, LMPOKas NJIoCKasn
nepeHocuLa, NJ10CKME KPblaibsA HOCA, OTKPbITbIE BNeped Ho34pu

[YObl M NONIOCTb PTa: MaKPOCTOMMA N MUKPOCTOMMUSA; ryObl TOHKME, TONICTbIE;
HEDO NNOCKOE, BbICOKOE, apKOBUAHOE, roTUYECKoe, pacllenHa HEDa;
pa3gBoeHMe A3blYKa; MaKPOINOCCUA M MUKPOTNOCCUA, KOPOTKas y34e4Ka A3blKa,
MHOECTBEHHbIE Y31e4KU ryob.

3ybbl: HENPABU/IbHOE PACMONOKEHUE, HEMPABUAbHAA GOPMaA, BPOKAEHHbIN
N36bITOK N BPOXKAEHHOE OTCYTCTBME OAHOI0 UM HECKONbKUX 3yO 0B,
rMNonaasna aManun, Anactema (BepxHaAa, HUKHAA), TPEMbI.



1. AHTMOHIONOMAHbBIV Pa3pes rnas, NTo3, KOPOTKAA LLed
(cnHapom HyHaH)
2. [1T03, Kocornasume, OTTOMNbIPEHHbIE, HM3KO MOCaXKEHHbIE YLLIHbIE PAaKOBMHbI
C YNPOLLEHHbIM PUCYHKOM, Ma/IeHbKMIA POT
(cuHapom XannepmaHa- LLtpanda)




1. CepnoBuaHaa nepeHocKuLa, aHTMMOHIONOMAHbLIN pa3pes rna3 (cnHapom MNebandepa)

2. OTKpbITble BNeped, HO34PpW, KOPOTKMIA HOC, aHTMMOHTOIOUAHbLIN Pa3pes a3, UNepTeopusm,

LUMPOKas nepeHocuLa (cMHapom Aapckora)




[Tpn3HaKK AncmopdoreHesa

LLles: KopoTKas, A/IMHHAsA, KpUBOLLESA, KPblNOBUAHbIE
CKNAAKM.

[pyaHaA KNeTKa n TyI0BULLE: AONNXOCTEHOMENNSA,
BOPOHKOODOpa3Has, KunesuaHasa, 406aBOYHbIE COCKMU
(nonutenus), ckonnos, nopaos, Kndos.

KOHEYHOCTH: YKOPOUYEHHbIe, YAJIMHEHHbIEe, BaNblrycHasn
nepopmaumsa (X-obpasHbie)unm BapycHaa aedpopmaumsa (O-
obpa3sHble) NONNAAKTUANA, ONUTOAAKTUAUA,
OpaxmnaaKTUANA, YKOPOYEHME OTAENbHbIX NANbLEB,
apaxHOAAKTUANA, CUHAAKTUINA, KTNHOAAKTUAUSA, NONAS
CTOMa, KOHCKas cTona, KOCo1anocTb, NJIOCKOCTONME,



1. BapycHasn aedbopmaups HUKHMUX KOHEYHOCTEN; TMNepTeIopU3mM COCKOB
(rmnodochatemmns Unn BUTaMUH D-pe3nCTEHTHbIN PaxumT)

2. Nonmpaktuama 3. KaMHoAaKTUAKMS (CMHAPOM TPUComMmM 9)
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TeyeHune
bepemMeHHOCTH




TeyeHue 6epeMeHHOCTU

Yrposa npepbiBaHUA bepemeHHOCTH

Mano- n mHorosogue
Manaa noaBUXKHOCTL NN0AA

3aaeprKKa BHYTPUYTPOOHOro pa3BUTUA UM NPEHaTaIbHaA
rmnonaasus

[lpu HeKomMopbix HacseocmeeHHbIx 60s1e3HAX npoucxooum
uzbbimoyHoe pazsumue 8 NPeHamasabHOM rnepuooe

(6HympuympobHaa makpocomus). Llemu ¢ cuHOpomamu
Comoca, beksuma-BudemaHa, duabemuyeckol
cemonamueli pox0aromca ¢ nossiWeHHoU maccol mena.



[ToMHUMNBI NeveHnA
Hac/1eaCTBEHHbIX 3ab01eBaHMNM

Pa3nunyatoT 3 noaxoaa K 1€e4eHUto HacneacTBeHHbIX
bonesHen n bonesHem c HacneaCTBEHHOM
npeapacnooXeHHOCTbIO:

CUMNTOMATUYECKUM
naToreHeTU4YeCKumn

3TUOTPOMNHbIN

xupypauyeckKuu*



CUMNTOMATUYECKOE
JNEHEHUE

XoTAa HecneundUyeckoe NeYeHne He ABNAETCA IMaBHbIM,
OHO GaKTUYECKM NCMOb3yeTcA Bceraa, B TOM Yncae npu
NNeYEeHUU NALMNEHTOB C HacneaAcTBEHHbIMU BonesHaMM.

CumnTomaTnUyecKoe fieyeHune:
1. JleKapTcBeHHOe
2. Bo3pencreue dpunsmnyeckmnx Gaktopos

3. ®dusmnoTtepanesTUYECKOE



NATOIMEHETUYECKOE
JIEHEHUE

[na naToreHeTM4ecKoro 1e4eHmna HacneacTBEHHbIX
bonesHeun B nocneaHne roabl NPUMEHAOT MPUHUUMMNANBHO
HOBbl€ NOAX0Abl, OCHOBAHHbIE HA AOCTUKEHUAX
MONEKY/IAPHON U BUOXMMUNYECKON TEHETUKMU

B HacToAlWlee Bpemsi B OONbLUMHCTBE C/IY4aeB NeYeHUe
OCHOBAHO Ha KOPPEKLUMU OTAENbHbIX HAPYLLUEHHbIX 3BEHLEB,
Ho 6bonee apPpeKTUBHO HbINO Obl BMELLINBATHCSA B
NaToO/I0rMYECcKMNi1 NPOLLECC Ha YPOBHE CUCTEMHbIX peaKkLUiA.



Kodepmenr

\/
p—
QopmeHT A Viamonenmnid dopmont B Depuest C
A » B » C » D
Cyscrpar Npoayxr
Koppekumm ofmeHa Ha ypoBHe CyOCTpara
B | |
AseTnyeckoe orpaHi-eHue ANsTOPHATHDBHLIO NYTU OOMEHA
Awetnveckoe podasnexne MeTabomyeckan MHrMGMLR
YeunoHHoo ssisenesue cydeTpara
NATONOMMYECKOW peaKkLmu U

BOo3MeLLIOHNE HIm M‘Tm HeAOCT AIOUero npoaykTa

KOppexuma OOMEHA HA YROBKS PepreHTa
HofGasnenme KodaxTopa l Boameuonue hopMonta
Mogmdurayun PepMeHTaTHBEHOA
OKTHBHOCTH

 IEEEE———————.,



[TonHUMMbI
NaTOreHEeTUYEeCKOro IeYeHu

KoppeKuna obmeHa Ha ypoBHe cybcrpara:

1. OrpaHunyeHue onpeaeneHHbIX BewecTs B NuLle
2. [Ounetnuyeckoe pgobasneHue

3. YcuneHHoe BbiBegeHUe cybcTpaTta naToNorMuyeckom
peaKuuu

MeTtabonunueckasa MHrMbuums

Bo3meuieHMe NnpoaykKTa

4

5

6. KoppeKkuna obmeHa Ha ypoBHe pepMeHTOB

7. Mopandpukauma pepmeHTaTUBHOU aKTUBHOCTH
8

Bo3melweHue pepmeHTa



XNPYPI'MHECKOE JIEHNEHUE

1.  MHorue popmbl HaceaCTBEHHOM NATO/IOTMM CONPOBOXKAAOTCA
MopdoreHeTUYECKMMU OTKTOHEHNAMM

2. Xupypruyeckas NnomoLlb 60/bHbIM C HacNeACTBEHHOM NaTonornen B
obLem Buae BKAOYAET yaaneHue, KoppeKumio, TPaHCN/IaHTaumio.

3. bosblloe MecTo B Ie4YEHUN HACNeACTBEHHbIX bone3Heln
3aHMMaeT PEKOHCTPYKTUBHAA XUPYPIUA: Npu He3apalleHuUn
BEpPXHel rybbl, BPOXKAEHHbIX MOPOKax cepaLa, aTpe3nun oTaenos
HKKT, runocnagnu, ana KOppeKLUMmnm KOCTHO-MbILLIEYHOM CUCTEMBI U

T.A.

4. TpaHcnaaHTaUMA OPraHOB U TKAHEW npegnosaraeT nepecaaky
KNeTOK, TKAHEN U OPraHoB, coageprKawmx HopmanbHyto AHK, ana
NPOAYKUNN aKTUBHbIX GEPMEHTOB UM APYTUX NPOAYKTOB reHa y
peumnmeHTa



ITNOTPOINHOE NEYEHUE: K/IETOYHAA U
[EHHAA TEPANWA

3TUOTPONHOE NeyeHue ntobbix bonesHen
ONTUMAJIbHO, MOCKOJIbKY OHO YCTPaHAeT
nepBoONpPUYMNHY 3ab0/1EBAaHUA N B pe3ybTaTe
NOJIHOCTbIO €ro n3sieYnBaerT.

«KnetoyHasa Tepanua» - cnocob nevyeHna nytem
TpaHCMNAaHTaLMKN KNETOK.

leHHaA TepanuAa - cNocob nevyeHMA nNyTem
BBEAEHUA AOMNOJNHUTENbHOU reHeTUYEeCKOoMn

MHPOPMALMM B KNETKN nHAnBUAA Ha ypoBHe JHK
nnn PHK



YeTbipe HanpaB/eHNA STUOTPOMHOIO NEYEHMUSA:
TpaHcNNaHTALUMA aN/IOTEHHbIX KNETOK (KNeTovyHas Tepanus);

BeBefeHMe reHHO-UHMKeHEePHbIX KOHCTPYKLUUN B TKAHU
6onbHOro (reHHaa Tepanua);

TpaHcnaaHTaUMA TPAHCITeHHbIX KNETOK C LeNeBOM FreHHOo-
NHXEHEPHOM KOHCTPYKLUMEN (KoMOMHMpOBaHHAA Tepanua);

N3meHeHne sKcnpeccumn reHoB (reHHas Tepanua).



Tpn TMUNA PUCKOB KJETOYHOM U TEHHOMU TEepPanmu yKe
0603Ha4YnNINCH.

HebnaronpmATHbIM OTBET NO TUMY NATONOTMYECKOro
MMMYHHOrO OTBETa Ha BBEAEHHbIN reH

NHCEePUMOHHbIN MyTareHes, NpUBoAALLNN K
3/10KQYeCTBEHHbIM HOBOODOPAa30BaAHUAM.

OHKONOIrMYeCKUM PUCK NPU KNETOYHOM TEPanuUu B
CBA3M C FreHETUYECKOMN HECTAOUNBHOCTbIO
KNIETOYHbIX TPAHCN/IQHTATOB



NPOPUNAKTUKA HACNTEACTBEHHOWU
NMATO/1IOTMU




ObLwme nonoxeHun

C npodUNAKTUYECKOU TOYKN 3PEHUA BCIO
HacneaCTBEHHYIO NATONOMUIO LenecoobpasHo
noapasaennTb Ha 3 KaTeropuu:

1 .BHOBb BO3HMKalOLWIME MyTaUmMm (B NepByto oyepeab 3TO
aHeynaonanun n Taxenoie popmMmbl JOMUHAHTHbLIX
MyTaLunin)

2. YHacneaoBaHHbIE OT NpeablayLmnx MOKONAEeHUN (Kak
reHHble, TaK U XPOMOCOMHbIE);

3. 60/1€3HM C HacneaCcTBEHHOM Npeapacrno/oKeHHOCTbIO



Buabl npodunaKkTUKn
HacNeaCcTBEHHOM NAaTONOMMM

MepBuuyHaa npodunakTUKa (N1aHMpoBaHue
NEeTOPOXKAEeHUA U yaydlleHue cpeabl 0buTaHums)

BropuuHaa npodpunaktmka (npepbiBaHume
6epemMeHHOCTM NPU BbICOKOM BEPOATHOCTU
3aboneBaHUA NN04a UM NPEeHaATaNbHO
AMNATHOCTUPOBAHHOM bonesHu)

TpeTuuHaa npodunaKkTuKa (Koppekumsa
NPOoAB/IEHMUA NAaTONOTMYECKUX TEHOTUIMOB)



Buabl npodunaKkTUKn
HacNeaCcTBEHHOM NAaTONOMMM

5 NoAxoA0B K NpoduiakTuKke Hac/eaCcTBEHHOM
NnaToNornn:

1. YnpaBneHue sKcnpeccuemn reHos

2. dNMMMHAUMA SMOPMOHOB M NNOAO0B C
HacneacTBEHHOM MAaTONOTNEN

3. [eHHaa nH»XeHepwnAa Ha YPOBHEe 3apoablLUeBbIX
KNeToK

NnaHnpoBaHue cembu

5. OxpaHa OKpy»KaloLieun cpeabl



bnaarogaptro 3a BHUMaHue




