HPOOPUNNTAKTUKA HACNEOCTBEHHbLIX
3ABOJIEBAHUN
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I'lo manubBIM BecemmpHoO opranmsanmm
SAPaBOOXpPaHeHNs, OKOJIO 2,5% HOBOPOXIEHHBIX
HOSABJ/ISIIOTCA Ha CBeT C pPas3/IMYHBIMM IIOPOKaMM
passutus. Hpu stom 1,5-2% w3 HUX 00ycI0BII€HBI

[IPeVIMYIIIeCTBEHHO HeOJIaroIPUSTHBIMM
SK30reHHBbIMM (aKTopaMi (Tak Ha3blBaeMbIMU
TepaToreHaMm), a OCTaJIbHbIE VIMEIOT

HPENMYIITECTBEHHO I'€HETMHYECKYIO IIPDVIPO/]







HaCJIeIICTBeHHBIX

KOHCYJIBTUPQ . Pasnmuaror nBa Buma Menmko-
KOHCYJIBTUPOBaHWS: [IPOCIIEKTVBHOE
2) I PETPOCIIEKTVBHOE (TeKylIee).

i [eIIKO-TEHETMYECKOEe
JIBTVIPOBaHVie ITPOBOIANTCS 10 IUIaHVNPOBaHWA

1 VUIVI B paHHVE CPOKM DepeMeHHOCTY TP
pUCKa poXKiaeHMsa OOJIBHOTO pebeHKa (Bo3pacT
eyl MaTepu craplie 35 JieT, KPOBHOPOICTBEHHBIN
1P.) B CEMBbsIX, ITle paHee He ObUIO OOJIbHBIX JIETeV.

' MeIIMKO-TeHeTMYEeCKOe
KOHCYJIbTMPOBaHIe TPOBOIUTCS B CEMBSIX, TTIe YKe
pommics O0ITBEHOVE peOEHOK, 17T YCTaHOBJIEHMS CTeTIeH!
pricKa HacJIe[CTBEHHOV ATOJIOTU Y TIOCIIETYFOTITIX
TIeTeTA.



€CKMM PUCKOM MOHUMaIOT BEPOATHOCTb
10TOMCTBA HacneaACcTBEHHO
naTonornn. Puck soiwe 20 %

. [lpn HEBO3MOXXHOCTH

BEHHOM 601e3HU UNu

3BUTUS B Nepuos,
DOTUBOMOKAa3aHUEM K

Tb 6€peMeHHOCTb

HbIX 3aboneBaHui (cuHapom [layHa,
Ap.), KOTOPble MOryT 6bITb BbISIB/IEHDI
bIMW MEeToaMn JOPOAOBON ANArHOCTUKMN.
Tb C COrMacus XXEHLLUHbl MOXXHO
€0TBPaTUB POXKaeHNe 601bHOIO
ebeHKa. B ntobom cnyvyae ceMbsi AO/MKHA 3HaTb O
CTEMNeHn reHeTUYECKOoro p1McKa 0 niaHMpoBaHuS
3a4yaTus, Tak KakK rnocne obcnenoBaHuns n becefbl ¢
BPa4YOM OHa MPUHMMAET OKOHYATENNbHOE PELLEHUE O
NETOPOXAEHUMN.




TPOPVITaKTVIKY HaCJIe[ICTBEHHBIX
"

- BKJIIOHa€T MEPOIIPUATVA,
IIPEXIIEHVIE 3aYaTVid OJIBHOI'O



MnaHuMpoBa BKJIFOYQET TPU OCHOBHbIE HaMpaBJ/IEHUS:

D0 PENPOAYKTUBHOIrO BO3pacTa CynpyroB: AJ151 XXEHLLUHbI B
3T, 4711 MY>XXUYUMHbI — He cTaplue 35 ner;

)T ASl PV BbICOKOM pUCKE HEN3NEYNMbIX
CTBE eBaHUIN, KOTOPble He MOTYT 6bITb BbIAB/EHbI
bIMW METOAaMU A0POAOBOIN AMNArHOCTUKY;

OT MyTareHoB N TepaToreHosB

€T PaspaboTKy M XXECTKUIA KOHTPOJIb BbIMOIHEHUS

~ rOCYAapCTBEHHbIX MEPOMPUATMUI NO OXpaHe OKpPY>KatoLLen cpeapl,
npeAoTBpallleHne 3arpa3HeHus Bo3ayxa, Bofbl, MOYBbl, MPOAYKTOB NMUTaAHUSA
OpraHU4YecKMMN N HEOPraHNYECKUMU XUMUYECKUMU COEAUHEHUSIMMU,
ABNAOLIMMUCS MOLLHbIMU MyTareHamMu, KOHTPOJIb YPOBHS UHAYLIMPOBAHHbIX
MOHU3NPYIOLLMX n3nyYeHnin. HacneacteBeHHble 60/1€3HU, 06YCIOBNEHHbIE
CMOHTAHHbIMK MYyTaLUUSAMW, NPeACcKa3aTb HEBO3MOXHO. OHM ABNSAIOTCS
C/y4alHbIMM COBbITUAMU, PEAKUMW AN KAXKA0ro reHa.



BKJIFOUaeT

MEPOIIPWSATIASL, HallpaBJIeHHbIe Ha IpeaynpexaeHme
POXKIIeHVs O0JIBHOTO pebeHKa.
OHa OoCyI1IeCTBIISIeTCS C

. Ee OCHOBHa4 11eJ1b —— B MaKCMaJIbHO
patiHe CPOKM BBISIBUTB Y IUIOJIa Hac/le/ICTBEHHbBIE
OOJIe3HM 11 IIOPOKM Pa3sBUTIS, He MOIA0IIeCs
JIEYEeHIIO, 1 IIpepBaTh OEPEMEHHOCTH (C coryiacus




BKJIIOYaeT MEePOIIPUAITIS,
ble Ha IIpeayIpexXxaeHne IIporpeccpoBaHsd
ITVIe OCJIOKHEHWIA.

IBITH 3a00J1eBaHVe 1 Ha4aTh paHHee jieyeHe, YTOObI

IATH TsDKeJIble ITOBPeXXIeHMs F'OJIOBHOTO MO3ra VI pa3BUTHe

oM oTcrasiocTi. JledeHve 3aKII0UaeTcs, Kak IIpaBuilo, B

I/ 13 pallioOHa NUTaHMs pebeHKa oIIpe/ieleHHbIX IIPOIyKTOB.

\ Tpern IIPOPWIIAKTVIKA OCYIeCTBIISIeTCs B [IBa dTala:

* a) BbIsIBJIEHVIE HACJIEICTBEHHOVI TTATOJIOTVIV 10 Pa3sBUTUS KITMHMYECKIMX
CHMIITOMOB (MacCOBBIVI CKPMHVHI HOBOPOXKIEHHBIX);

0) KOppeKiys BbIIBIIEHHBIX HapyIlleH!N (HallpuMep, Ha3HadeHue
CIIeIIaJIbHOVI AVeThl TPV (PEHVIIKeTOHYPUM).



CCOBbIE CKPUHUPYIOLUNE METO/AbI
EHUS HACJIECTBEHHbIX BOJIE3HEM.
OHATAJIbHbIN CKPUHWUHI

IbI€ 11 ITPAMBIE METO/IbI BBIABJIECHIIA

0aKTepMOJIOTMYECKIMIL MCCIICOBAHVISIMI Ha CKPBITBIE
MH@EKLINN 1 aKyIIepPCKO-TMHEKOIOIMYEeCKMM OCMOTPOM
BasKHas pOJIb IIPUHAJIEKNUT MEIVKO-TeHeTNYECKOMY
KOHCYJIBTVIPOBAHMIO.



IIpssMbIe MeT

HewvaBasy

YipTpasByKor - HanOoIIee

BIM I CaMBIM 3(PPEKTMBHBIM [IPAMBIM
HEUHBASUBHBIM V(S OOV R/ ) (DI{0EIE 1/ R IR (DI E

OBOe 00csIeToBaHme

buoxm /151 - oIIperiesIeHve
MYEeCKVX MapKepoOB BPOXIEHHON U
BEHHOVI I1aTOJIOT MM IUIONA.

NuBasnu

peHars
[TocTe O IOJTHAas MHAPOPMaIMs O KapuoTuIIe
apoIblliia, OMOXMMUYECKMX VI TeHOTUITNYECKIX
DCOOEHHOCTAX ero KJIeTOK MOXXeT OBITh I10JTyYeHa
TOJILKO Ha OCHOBaHMV COOTBETCTBYIOILIMX
VICCIIEIOBaHNMVI HEIIOCPEICTBeHHO TKaHel CaMOro
IUIO/A VIV €ro ITPOBMU30PHBIX OPraHOB (IUIAIIEHTHI,
XOPVIOHA).




— NYHKUUA NNoAHOro nysbips. [IpoKo OCcyLecTBAAETCA Yepes
JIOLLHYHO CTEHKY 6epeMEHHON crieunanbHOn Uron nog KOHTponem

HUX KNETOK noga AJiA reHeTUYEeCKUX ccrefoBaHui.
cornacus 6epemeHHoN. MeToa No3BO/NAET BbISIBUTb BCE

— MYHKLMA COCYAOB NMyrnoBuHbI Nod KoHTponeM Y3WU. Llenb
OBaHUS — 3ab6op HeEGOMNbLLOIO KOIMYeCcTBa KpoBuM nnoaa ans

ACKUX UccrieaoBaHni. BbINOMHAETCA TOMIbKO C cornacusi 6epeMeHHomn.
3BOJISET NOCTaBUTb AMarHo3 reMo@uann, MHOrnmx HacnegCcTBeHHbIX
1 06MeHa BelllecTB ((PeHNNKETOHYPUSR), psifa XPOMOCOMHbIX

aHWI A0 poXKAEHMS pebeHKa.

— NnoJiy4eHune HEOOJbLLOro KOJIMYECTBA KOXMU and
MMKpOCKOI'IVILleCKOI'O nccnegoBaHuda. Metop NnpuMeHAETCA AJid AUNarHOCTUKU
HEKOTOPbIX TAXEJIbIX HAaC/1eACTBEHHbIX 60N1E3HEN KOXKM.

CunTtaroT, YTO byayllee AOPOAOBON AMArHOCTUKM HAaceACTBEHHbIX 60/1e3HEN
NPUHAANEXUT MeToaam. Hanbonee nepcnekTUBHbIM SABSETCSA
nccneaoBaHne KNeTok njoja B MaTEPMHCKON KPOBU B paHHME CPOKMU
6epeMeHHOCTM.



— MaccoBoe o0ciTeroBaHMe
BIX — OJVH M3 HamOosiee 3P PeKTUBHBIX
BjIeHIsl HamOoJiee pacIpOoCTpaHEeHHbBIX
YKIEHHBIX W Hacle[CTBEHHBIX 3a0ojieBaHUN Yy
DBOPOXKIIEHHBIX jereri. [lo3Bosister oDecrieunTh
Hee BhIsIBJIeHIe 3a00iieBaHII 11 X CBOEBpeMeHHOoe
/i€, OCTAHOBUTB PA3BUTNE TSDKEJIBIX ITPOSBIIEHUN
1eBaHI, BeTY VX K VHBAJIVJTHOCTU
WIKETOHYPWS, MYKOBUCLWIO3, BPOXIeHHBIN
Tepuo3 1 T.11,.)

ATILHBI CKPUHIMHI HAaYMHACTCSA B POLOME: Y
Ka>KIIOT'O0 HOBOPOXXIIEHHOTO OepeTcst HECKOJIBKO KaresTh
KPOBM Ha CIIeUaJIbHBIVI  TeCcT-OJIaHK, KOTOPBIN
HaIllpaBJISIETCS. B CIIELMAJIBHYIO JIa0OpaTOpUMIO IS
IIPOBEICHN VCCIIeIOBaH IS TOHOIIIeHHBIX JIeTemr
KpPOBb OepyT Ha 471 JleHb XWV3HW, y HEJOHOIIEeHHBIX —
Ha /W JeHb >Kum3HU. [1g wcciemoBaHust OepyT

riepedpepmyeckyro KpoBb (M3 IISTOYKM), HaTOMIakK (3
TAaACA TTOCTIE TTOCTIeTHATO KODMITO AT )






HazeaHue 3abonesanua | NMpuumnHa 3abonesaHma | Kak npoAasnAaeTcA neyeHwue
DeHUNKETOHYPUA HapyweHue obmeHa TAxenana ymcTBeHHan CneunanbHaa gmeTac
(@RY) aMWHOKMCNOTbI OTCTanocCTb, Cyaoporum HU3KUM COoOdepHaHnem
beHnNanaHuH, deHmnNanaHMHa
KOTOpaa nocTynaeTtc
nuLwemn
BpoaeHHbIH HapyweHue TAXenoe HapyweHue fopmoHoO3amecTuTeibHaa
rMnNoTepmos obpazoBaHmA YMCTBEHHOMO U Tepanwus
rOPMOHOB dun3nyecKoro passuTmAa
WMTOBUAHOMW }enesbl
AfpeHOoreHUTanbHblM HapyweHue Yrpoxarouwee X1U3Hu fomMmoHoO3amecTuTeNnbHasa
cuHgpom (ArC) o6pa3oBaHMA rOMOHOB | cocToAHMe u/mMam TepanuAa
HaANoOYeYyHMKOB HenpasuibHOe
CTPOEHME HAPYHHbIX
NoOAOBbIX OPraHoB
Mykosucunaos (MB) HapyweHwne HapyweHue paboTbl KoMnaeKkcHoe neyeHume
TpaHcnopTaconewn AbIXaTeNbHOW M depmeHTamu,
yepeamembpaHbl NULLIEBAPUTENDHOWN aHTMBMOTUKaMM K
KNeTOoK CUCTEM ApYyrMmMm npenapatamm
FanaxkToszemua (FAN) HapyweHune obmeHa Yrpoxarouee X1U3HM CneuymanbHaa guertac
ranakTo3bl (MONOYHOIO | COCTOAHME, HU3KUM COAepHaHnem
caxapa), KoTopaAa YyMCTBEHHaA ranakTo3sbl
NOCTynaeT Cnuwemn OTCTanoCTb, KaTapakTa
11 pgpyrux HapyweHua obmeHa BHe3anHaA cmepTb, CneuuwanbHana aMeTa
HacneACTBEeHHbIX aMWUHOKMCANOT, CyO0poru, yrHeTeHue u/mnau npuem
HapyweHui obmeHa opraHuyeckue HEepPBHOM CUCTEMDI, NeKapCcTBeHHbIX
aumaemumu, nepexTbl pBOTa, CHUKEHMe npenapatos

B-OKMCAEHMA MUPHDbIX
KMCnoT

VHTeNeKTa W Ap.










AjpeHoreHuTanbHblI CUHAPOM
(AI'C)

= Ha ¢doto npeacrasneHa 42-neTHas
Huakopocnas (146 cm) nauweHTKa ©
aA.quHoreuurmbuuu CUHAPOMOM
(AI'C) © My»CKOW BHEIWHOCTBIO,
HU3KUM FONTOCOM, BhIP2XXSHHOW
MYCKYTaTypOi, LLIMPOKOWU NPYAHON
KIETKOMW, HeNnOoNHOM NLICUHOM M
MY>KCKUM TUINOM OBOSIOCEHKUS
(mapcyTuam).

Y naumeHTKu B Bo3pacte 6 ner
BO3HUKINM NPU3HAKKA
npexaespeMeHHOoro nNosIoBoro
co3peBaHus, B 8 ner npekparwnca
pocT (NnpexaespeMeHHOoe 3aKphiTue
anwpuzos). Npwanton AI'C B gaHHOM
cnyyae asnaerca geduuur 21-
MAPOKCHNA3HI.







CAJIAKTOSEMUA | TUIIA

(HEOOCTATOYHOCTb
FTAJTAKTO30O-1-OOCOATYPUONITTPAH®EPA3DI)

OTEK MO3rA

KATAPAKTA

HHPOBAA AOWUCTPODMA
NMNEYEHA

- HAPYLUEHME

JPYHKUMHK NMO4YEK




