Jlekyus 8

Knaccudukauums
HacneacTBeHHOMN
naTonorum yenoBeka



|. HacneacTBeHHbIe 6one3Hn (6ones3Hwu,
NMPUYNHOU KOTOPbLIX ABMAKTCA
N3MEeHEeHUs HacneaACTBEeHHOro
MaTtepuana).

1.leHHBbIE 60s1€3HU.
A. MoHo2eHHbIe 60Js1e3HU:
— aymoCcOMHO-OOMUHaHMHbIe;

— aymOCOMHO-peyeccusHble;
— X-cuensneHHblIe OOMUHaAHMHbIe;
— X-cuenrneHHbIe peueccusHsble;
— Y-cuenneHHsble.
b. lNonueeHHbIe 601e3HU

(pemuHobsiacmoma, Heghpobsracmoma).



2. XpPOMOCOMHbLIE ODOJIEe3HMU.

A. AymocoMHbIe CUHOPOMBI:
— aHeynnououu,
— XPOMOCOMHbIe abeppauuu.
b. l'emepoxpomMoCOMHbIe CUHOPOMBbI:
* aHeynououu,
* XPOMOCOMHbIe abeppauuu.



Bone3Hu c HacnegcTBeHHOU
npeapacnosriodXeHHOCTLIO

(3aboriegaHusi, Komopble pa3euearomcs 8
pe3yribmame COBMECMHO20 deutcmeusi
2eHemu4ecKux u cpedosbix ghakmopos.
HebnazonpusmHbil 2eHemu4eckuu GboH co30aem
HacrieOCMeeHHYo rpeopacriofio;cKeHHOCMb K
passumuro 3aboriesaHus, a HebriazornpusmHoe
oeucmeue gakmopos 8HelWHeu cpeob!
rnposouyupyem passumue 3aboriesaHusl).



Il. Bone3Hu ¢ HacneacTBeHHOU NpeapPacnoNoXeHHOCTbLIO

A. MoHo2eHHbIe: HernepeHocumMocmb cylibghaHusiamuoos,
HerepeHoOCUMOCMb J1aKmoa3sl, HernepeHOCUMOCMb
JXUPHOU nuwu, HernepeHoOCUMOCMmb Cbipa U WOKoOJlaoa,
rnamoJsio2u4yeckKasli peakyusi Ha merso, Xos100, COJIHeYHbIU
ceem, eaKUyUHbI U m.nI.

b. [llonuzeHHble (MynbmugakmopuasibHbIe):
amepockKsiepo3, a2urnepmoHu4Yeckasi 60Js1e3Hb, caxapHbIU
duabem, s1I38EeHHast 60s1e3Hb Xesnyoka u
deeHaduamunepcmHOU KUWKU, rncopuas, wusogpeHusi u
MHo2ue opyaue.



NPUHLNTIBI TIPODUTIAKTUKU, OUATHOCTUKUA U
JIEYEHUST HACJIEQCTBEHHbLIX 3AB0JIEBAHUN

NMpodunakTnka n guarHocTuKa HacrneacTBeHHOMU
naTtonormu

B HacTogdLllee BpemMa npodunaktuka HacnegcTtBeHHOM
naTosfiornMm NPOBOANTCA Ha YETLIPEX YPOBHSAX:

1) nperameTn4yecKowm;

2) Npe3nroTu4eCcKom;

3) npeHaTaribHOM;

4) HeoHaTanbHOM.



1. [IpecamemuyeckKkul ypoeeHb

OcyLllecTBngaeTcs:

1.CaHumapHbIlU KOHMpPOJIb 3a rNMpPou3eo0cmeomM —
UCKJIFOYeHUe 8JIUSTHUSI Ha Op2aHU3M Mymaz2eHos.

2.0cBOOOXOEHUE XKEeHLLMH AeTOpoaHOro Bo3pacTra
OT paboTbl Ha BpeaAHOM Npou3BoAcCTBe.

3.Co30aHuUe e2eHemu4ecKux peaucmpos, m.e.

nepeyHeu HacrsiedcmeeHHbIX 3abosieeaHull, KOMophbIe
pacripocmpaHeHbl Ha oripedesieHHoU meppumopuu, ¢
yKa3zaHuem yacmomabl ecmpeyaemMocmu amux
3abosesaHul. Co30aHue makux peaucmpos ro3eosisiem:

a) WM3Yy4YUTb CTPYKTYPY HacrneacTBEHHOM NaToOMornu;

6) onpegenuTb pacnpocTpaHeHHOCTb 3aboneBaHun;

B) CBOEBPEMEHHO VIIOBUTb W3MEHEHME 4acCTOThbl

BCTPE4YaeMOCTWU HacneAcTBEHHbIX 3aboneBaHunm wu

NPUHATbL HEOBXOONMBbIE MEPBI.




2. [Ipe3ucomuyeckul ypoOBEHD.

BaXXHeUnWwnM 3neMeHTOM 3TOro YPOBHS MNPOMUIaKTUKU
ABNAETCA  MeOMKO-TEHETUYECKOEe  KOHCYNbTUpoBaHue
(MI'K) HaceneHus.

MI'K HacesieHusi cmasum ceoeu uesibro
UHopMupoB8amb CEeMbO O CMmereHuU 603MOXHO020
pucka po)xoeHusi pebeHka ¢ HacsieOcmeeHHoU
namoJsiocueld U OKalamb T[OMOWbL 6 MPUHIMUU
rnpasusibHO20 peweHuUsi 0 0emopPOoXKOeHUU.

Pa3nunyatoTt aBa Buga MIK:
rnpocreKkmueHoe U pempocrieKmueHoe.



e [lpocnekTnuBHoe MI'K nposogutca oTtHocuTensHo
NporHo3a 340pOBbdA MOTOMCTBA €elle 00 poXaeHus
bornbHOro pebeHka B cemMbe. [1oBOOOM K NPOBEOEHUIO
npocnektueHoro MI'K moxeT aBUTbCA:

- ONM3KOPOACTBEHHBLIN DpaK,;

- Hann4ue y ogHOro U3 cynpyros UM ero PoaACcTBEHHMKOB
HacrencTBeHHOro 3aboneBaHus;

- BO3e1CTBME Ha CynpyroB MyTareHHbIX oakToOpoB.

e PetpocnekTuBHOE KOHCYNbLTUPOBaHMe

OCYLLECTBNAETCHA OTHOCUTENbLHO 300POBbSA CneayrLmx
OETEN Nocrie nosiBreHnst B cembe 60oribHOro pebeHka.



Menouko-reHeTU4ECKOe KOHCYNbTUpPOBaHUe
BKJ1HOYaeT YeTblipe 3Tana:
1.YcTaHOBNeHUe guarHosa HacneacTBeHHOro
3aboneBaHunA. Ha 3aTomM 9Tane Bpad WUCMOMb3yeT Bce

OOCTYNHblE U HEODXOANUMbIE METOAbI UCCeaoBaHUS.

2. Ha BTOpOM 3Tane onpepensaeTcsa reHeTU4YeCKUmn
PUCK pOoXaeHNA 60NMbHOro pedeHka.

* Puck poxgeHuna pebeHka ¢ nobbiMM HacreacTBEHHbIMU
aHoOManuMaMmn B 300POBOU CYMPYXXEeCKOW nape cocTaBndeT
B cpegHem 1-2%, 4TO onpegensieTcs cnyYanHbIMU
reHepaTMBHbIMU MyTaumsaMn. 3Ta BENMUYMHA Ha3blBAETCH
Hecneunguniyecknm obLenonynsaUMOHHbIM PUCKOM.
OOpaTuBLUMXCA B KOHCYNbTaUNIO MHTEpecyeT bonbLue
cneundPuyeCKUn pUCK — 3TO PUCK poXaAeHUs pedeHKa
C onpeperieHHbIM HacrneacTBeHHbIM 3aboneBaHueMm,
y>Xe BCTpe4yaBLUMMCS B CeMbe.




3. Ha TpeTbeM 3Tane Bpay B OOCTYMNHOW
dopme coobwaetr cemMbe cCBeOeHUs O
BeJqiIvMMHe pPUCKA W OKasbiBaeT MOMOLWbL B
NPUHATUN peLleHns OTHOCUTENLHO
OETOPOXAEHMUS.

4. Ha 4eTBepTOM, 3aKNKYUTENbHOM 3Tane
nposoAaunTcs OLleHKa 3 heKTUBHOCTH
MeOUKO-reHeTU4YeCKOro KOHCynbTUpoBaHUA B
Xoae ganbHeunwero HadbnwaeHns 3a ceMben.



3. llpeHamasnbHbIU YPOBEHbL
3aknio4vaeTca B NpoBeeHMN npeHartanbHon (40poaoBOM)
ONAarHOCTUKM.

lMpeHaTanbHasn ONarHOoCTUKa - 3TO KOMMJEKC
MEepOonpPUATUNA, KOTOPbIN OCYLUECTBIIAeTCA C Uenbio
onpeneneHus HacneaACTBEHHOM NaToryiorum y nrnoga u
npepbiBaHUA AaHHON OepeMeHHOCTM.

K meTogam npeHaTtanbHOU ANarHOCTUKU OTHOCATCA:

. Ynompa3eykoeoe  ckaHupoeaHue (Y3C) -
nccnegoBsaHue nnoga ¢ NOMOLLLH ynbTpa3ByKa.

« @Pemockonus — MeTO BU3yarbHOro HabnogeHnsa nnoaa
B MOJIOCTU MaTKM Yepes3 anacTU4YHbIN 30HA, OCHALLUEHHbIW
ONMTUYECKON CUCTEMOMWN.



buoncusi xopuoHa. Meton oCHOBaH Ha B3ATUM BOPCUH
XOPUOHA, KYNbETUBMPOBAHUN KNETOK U NccreaoBaHnm nx
C MNOMOLUBK UUTOrEHETUYECKUX, OUOXUMUYECKUX U
MOJIEKYNAPHO-rEHETUYECKNX METOLOB.

AMHUOUeHmMe3 — TNyHKUMA OKOMOMMOAHOIo ny3bIps
yepe3 OpIOLIHY0 CTEHKY W B3ATUE aMHUOTUYECKON
xmngkoctn. OHa cogepXUT KNeTKn nrnoda, KoTopble
MOryT ObiTb WcCCneaoBaHbl LMTOFEHETUYECKNM UMK
BMOXMMMYECKM B 3aBMCMMOCTM OT Npeanonaraemon
naTtonornm nnoaa.

Kopdouernme3s — nyHKUUsSi COCYA0B MyMNOBUHbI N B3STHE
kpoBn nnoga. JlnmdouuTbl nnoga KynsTUBUPYIOT U
noABeprarT UMTOreHeTUYECKOMY UCCNeaoBaHNIo.



4. HeoHamarsnbHbIU YypPOBEHb

Ha 4eTBepTOM YypOBHE MNPOBOAUTCA CKPUHUHI
HOBOPOXAEHHbLIX Ha MpeaMeT BbIABNEHNS ayTOCOMHO-
peueccuBHbix 6HonesHen obmeHa B OOKIMHUYECKOM
cTaguun, Korga CBOEBPEMEHHO Ha4yaToe neyvyeHue p[aer
BO3MOXHOCTb 0Obecneyntb HopMasribHOe YMCTBEHHOE W
dounsnyeckoe passutne gertenn. OCHOBLIBAETCA  Ha
KINMUHUYECKOM, reHeTU4YeCKoM 7 nabopartopHo-
MHCTPYMEHTanbHOM 0bcnegoBaHU NaLUEHTOB.



MpuHUMNBbI NeYyeHUsa HacneacTBeHHbIX 3aboneBaHnMn

PasnunyaloT crieayowme Buabl IeHeHns.
I. Cumnmomamu4yeckoe (BO3OENUCTBME HA CUMMTOMbI

bonesHu).

Il. lMTamozeHemu4yeckoe (Bo3gencTBMe Ha MeXaHU3MbI
pa3BnTna 3aboreBaHus).

CumnToMaTuyeckoe U naToreHeTU4yecKkoe riedeHne He
YCTPaHSAET NpUYnHbl 3aboneBaHuns, T.K. HE NMUKBNUONPYET
reHeTU4YeCKUN OedEKT.



B neyeHnn mMoryT ncnonb3oBaTbCs crieayowmne npuemMsl.
icnpaesieHUe MNMOPOKOE pa3sumusi Xupypau4eckumu
Memodamu (cuHOakmursus, rnornudakmuriusi, HesapauweHue
gepxHeu 2ybb! u m.n.).

e3amecmumesibHasi mepanusi, CMbIC/T KOTOPOW
3aKrroyaeTcs BO BBEAEHNN B OpraHnU3m OTCYTCTBYHOLLNX UIN
HeOoCTaToO4YHbIX DNOXMMUYECKUX CYDCTpPaToB.

‘HOykyusi MemabosiuamMma — BBEJEHME B OPraHU3m
BELLECTB, KOTOpble YCUNMBAKOT CUHTE3  HEKOTOPbIX
dEPMEHTOB ” YCKOPAKT MPOLECChl, B KOTOPbIX 9TU

doepMeHTbI Y4aCTBYIOT.



B neyeHuMn MOrytT ucnonb3oBaTbCA cregyoume
NpueMmsl.

‘UHa2ubuuyusi memabosiusmMma — BBEOEHNE B
OpraHm3m npenapaTos, CBS3bIBAIOLLMX "

BbIBOASLLMX aHOMasribHble NpoAykKTbl obmeHa u3
opraHu3ma.

Jluemomepanusi (neyebHoe numaHue) —
yCTpaHeHne wun3 nMULIEBOro pauMoHa BeELLECTB,
KOTOpble HE MOryT ObiTb YCBOEHbI OPraHM3MOM.



. 9muonozuyeckoe rsie4yeHUe CTaBUT CBOEWN LENMbIO
ncripaBfieHNe HacrneacTBeHHOro gedexTa.
OTOT BWUA NeYeHus elle He paspaboTaH, CeroaHs
cdhopmynupoBaHbI NULLb nccnegoBaTenbCckme

nporpammbl Ha nepcrnekTuey. OHM OCHOBaHbI Ha naesx
FEHHOW UHXEHepUH.

leHHas1 uH)XXeHepusi — obsilacmb MOJIEKYIISIPHOU
6buosioc2uu u eeHemMmukKu, cmassiwyasi ceoell 3adaydyeu
KOHCmMpyupogaHuUe 2eHemu4ecKux cmpykKkmyp no
3apaHee HaMe4YeHHOMY f[JlaHy, m.e. co3daHue
op2aHU3M08 C HO8OU 2eHemu4ecKou rpo2paMmodu.



B npouecce co3gaHuMa  OpraHM3MoOB C  HOBOW
reHeTM4YeCKon nporpaMmMon MOXHO BbIOENUTL TPU
OCHOBHbIX 3Tana:

e CuHTe3 MCKYCCTBEHHOIro reHa win BbigeJrieHue
Heob6XoAuMOro reHa U3 KreTku AOHOpPaA.

e CwumBaHUe NONy4YEeHHOro reHa ¢ HanpaBnswLwen
(BekTopHoOu) monekynou OHK.

. BBeaeHue nosiy4YeHHOMU pPeKOMOMHAHTHOM
monekynbl [IHK B KNneTKy-peLuunueHT.



1 aman
CUWHTE3 NCKYCCTBEHHbIX TEHOB BHE OpraHn3mMa BO3MOXEH

OBYMSI cnocobamu: XxuMmu4ecKuM u gpepMeHmamueHbIM.

e Xumu4yeckull cuHmMe3 — CO3JaHWe reHa C W3BECTHOWU
HYKNeoTUOHOW NocnenoBaTeNibHOCTLIO.

BriepBble UCKYCCTBEHHLIN FEH Obln cuHTeampoBaH B 1970 .
NHOWUNCKNUM ydeHbIM [. KopaHou. OTO Dbl reH anaHMHOBOM T-
PHK. OH coctosan u3 72 HYKNeoTMaoB WM BKMKO4an TOSMbKO
CTPYKTYPHYIO 4YacTb. PerynatopHag 4acTb reHa
OTCyTCTBOBasia, MO3TOMY reH Obln  (YyHKUMOHANbHO He
akTuBHbiM. B 1976 r. KopaHa ocyLiectBUn XnMMMYeCKUu
CUHTE3 ApYroro reHa — reHa TMposmHosou T-PHK kuiieyHou
Nano4yku, KOTOPbIXN BKMOYan nNpoMoTop WU TepMUHAaTop, T.e.
perynatopHble YacTu.



e PepMeHMamue8HbIU CUHTE3 UCKYCCTBEHHbIX F[EHOB — 3TO
cuHtes OHK Ha matpuue mn-PHK B npouecce obpaTHou
TpaHcKkpunumnn. ®epmMeHTaTUBHLIA CUHTE3 MCKYCCTBEHHbIX
reHoOB CTan BO3MOXHbIM rnocne oTkpbitTud B 1970 T.
depmMeHTOB 00OpaTHOM TpaHCKpUNUMnM — ObpaTHbIX
TpaHckpunTa3. [OHK, nonydyeHHasa B npouecce obpaTHOU
TpaHckpunuun, HasbiBaetca [OHK-konuewn. [lonyyeHHble
nytem QEPMEHTATUBHOIO CUHTE3a T[EHbl HE UMEKT
PErYNATOPHLIX Y4YacTKOB, MO3TOMYy Ana obecrnevyeHus
paboTbl 3TUX rEHOB HEOOXOAMMO NPUCOEONHATE MPOMOTOP,
B3ATbIN M3 reHoma OakTtepuanbHOW KNeTkn. Tak 6binu
Nosly4YeHbl reHbl, OTBEYalOLIME 3a CUHTE3 HEKOTOPbIX
rOPMOHOB: MHCYJIMHA, COMAaTOTPONUHA, rMOoOUHOBLIE FEHbI.



2 aman

CocTonT B CLUMBAHMK MOMYYEHHOrO reHa C BEKTOPHOM,
monekynon [OHK. B kayectBe HanpaBngwLlnx MOSEKYN MOryT
MCNONb30BaTbLCA:

a) baKkTepuanbHble NnasMuabl, T.€. KONbLEBLIE MOSEKYIbI
OHK B BbakTepuu;

6) daru (dar namboa);

B) BUpYycCbl (Bupyc SV 40).

lNnasmudHyro JHK BbigenaoT 1 pacliennstoT ghepMeHmom

pecmpukma3sou, npespallas KosfibLUeBYO MOSEKYNY B JNIMHENHYIO.
[locne paspes3aHua ogHa U3 Lenen okasblBaeTca ANMMHHee OpYyroun
Ha HECKOSIbKO HYKNeoTnaoB, POPMUPYIOTCA «JTUMKNE KOHUbI». OTU
HYKI1eoTnabl MOryT cBOO6OAHO cnapuBaTbCs C KOMIMe-MEHTapHbIMU
Hykneotngamn pgpyroro dgparmeHta OHK ¢ nunkumn kKoHuamw.
bnarogapa atomy [OHK wu13 pasnnyHbIX WCTOYHUKOB MOTYT
00beANHATBLCH, obpasys PEKOMOUNHAHTHLIE MOJIEKYIbI.
PekOMOMHAHTHYIO KOHCTPYKLUUIO BBOOAT 3aTeM B Oaktepuio, rae
OHa pernnunpyeTcq.



3 aman
CoctonT B NPOHUKHOBEHUN TMBpuaHon morekynbl HK
B KINETKY-PELMNUEHT N BCTpamBaHUM B ee reHoM. Cnocob
BBEOEHUA B KIETKY rMOpUOHbLIX MOMEKYN 3aBUCUT OT

BeKTOpa.

« Ecnu B kadecTBe BekTOopa ucronb3yeTrcsa nnasmuga, To
BBeJEeHME NPOUCXoauT Mo TUNYy mpaHcghopmMayuu;

* €CNN B KA4YeCTBE BEKTOPA UCMosb3yeTcs doar unum Bupyc —
no Tuny mpaHcoyKyuu.



OOoCTUXEHMA TeHHOW MHXEeHepMM MOoryT ObITb
MCNOJIb30BaHbI NO CrieayLWUM HanpaBneHUsaMm.

1. BBegeHne reHoB aykapuoT B Oaktepun u
co3faHue TakMx MMUKPOOPraHM3mMoB, KOTOpble MOryT B
NPOMBbILLNIEHHOM MacluTabe cUHTeE3NpPOBaTb OUONOrMYeCcKu
aKTUBHbIe BelecTBa: AaHTUOMOTUKU, BUTAMMUHDI,
FrOPMOHDBI.

Hanpumep, Oblin CMHTE3UPOBAHbI rEHbI, OTBEYatoLme
3a CMHTE3 NHCYINHa, BBEAEHbI B TEHOM KULLEYHOW Nano4ku,
KOoTopas cTana npoayuupoBatb MHCYNuUH. CerogHs
BO3MOXHO [MOSflydeHMe comartocTatuHa, COMaTOTPOMHOro
ropmoHa (CTT), bpaguknHnHa v psiga opyrmx BeLLecTB.



2. leHOTepanusa — nosiy4yeHue s1ie4ebHo20 aghghekma ¢
noMouw,br0 86e0eHUsI 8 Op2aHU3M YYXXepPOOHbIX
2eHoe. KrnunHuyeckme  uUCMbITAHUA NO  OOCTaBKe
oyHKUMOHANbHO akTMBHbIX Monekyn [OHK B knetku
yenoseka Obin Hadatbl B 1990 r. n kacanucb TaKkmx
3aboreBaHun, Kak remodounus, cepnoBUAHO-KIEeTOYHas
aHeMus, pasnnyHble pepmMmeHTONaTUN.

B HacTosiLee BpeMsa QonycKaeTcda neyveHne He TONbKO
MOHOrEHHbIX 3aboneBaHnn, HO N MynbTUdAKTOPUAanbHbIX
(onabeT, aTepocKriepos, OHKONMOrn4eckne N rncuxmnyeckme
3abonesaHuq).



B 3aBucumoctn oT cnocoba BBeAEeHUA IK3OreHHOW
OHK B reHom nauueHTa reHHas Tepanus MOXeT
npoBoANTbLCA NUOO B KynbType KIeToK (ex vivo),
nmbo HenocpeacTBeHHO B opraHuame (in vivo).

e KnetoyHasa reHHas Tepanusa ex vivo rnpegnonaraer:
* BblJENIEHNE U KYNbTUBUPOBaHNE cneumndonyecKnx
TUMOB KITETOK (HANpUMeEpP, ONyXoseBbIX);
* 88E0EHUE 8 HUX YYKEPOOHbIX 2EHO8;
* OTOOP KMNETOK C PEKOMOWHAHTHLIMW MOJIEKYTaMMU
AHK;
* mpaHcrnaHmauyuro amux K/IemoK moMy Xe
nauyueHmy.
e [eHHaa Tepanua in vivo OCHOBaHa Ha MNPSMOM
BBEeEHUM KITOHUPOBAHHbIX 7 yNakoBaHHbIX
nocnepoBartenbHocTen [IHK B TkaHn BonbHOTO.



