HaciaeacrBennble 3a001eBanuga. MoKHO JIH UX H30€KATH?

Kaxxnasg ceMbs MedTaeT UMETh 3JOPOBBIX JAETE. ITO CTAHOBUTCA OCOOEHHO
aKTyaJIbHBIM TIOCJIE POXKJICHUS OOJIBHOTO peOCHKA. YMEHBIIICHUE YHCiia JCTCH B
CEMBbSX B Pa3BUTHIX CTPaHAX JIEJAET YPE3BbIYAHHO BAXKHBIM ONTUMAJIbHBIN HCXOJ
KOKI0M OepeMeHHOCTH. VI3BeCTHO, 4YTO BCS HACJICACTBEHHAs IMATOJIOTHUS
ONpEENsIeTCs] TPy30M MYyTalMii, BHOBb BO3HHMKAIOIIMX M YHACJIEIOBAHHBIX W3
OpeIplIyIlIuX TOKOoJeHUH. B 3ToM cMbicie npo¢uiaakTHKa HaclIeICTBEHHBIX
0oJe3HEN N0JKHA 3aHUMATh BEyIllee MECTO Kak B paboTe Bpaya, TaK U B CUCTEME
3IpaBOOXPaHEHUS.

MenuuuHcKas FTeHETHKA — BaXKHOE COBPEMEHHOE HAIIPABIEHUE MEIUIIMHCKOU
U OMOJNIOrMYECKON HayKH, Lelb KOTOPOH — MPEAOTBPATUTh WIM CHU3ZHUTH PHUCK
BO3HUKHOBEHUSI 3a00JIEBaHUNA. DTO OTHOCUTENIBHO MOJIOJasi HayKa, aKTUBHO U
YCHEIIHO Pa3BUBAIOILAACS, PUBJIEKAONIAasl B CBOU PSAIbI MOJIOJIBIX M TAJIAHTIMBBIX
y4EHBIX, Hccienoparesied. C BBICOKOW MEPUOJUYHOCTHIO B HAYYHBIX U MAaCCOBBIX
MEIUUHBIX W3JIaHUSIX TMOSABISIIOTCS cooOmmeHuss o0 oTkpeiTusix. CoznaroTcs
IIEPCIIEKTUBBI YIIPABICHHS JTOM marojoruei. B ctpane cozmana cets LleHTpoB 1
KaOuHeToOB MeIMKO-T€HETUYECKOTO KOHCYJIbTHUPOBAHMS, a OHU JIOJDKHBI OBITh
OpraHU30BaHbl BO BCEX OOJACTHBIX M KPYIHBIX TOpOJACKHX OonbHHUIAX. OO0beM
MEJIUKO-TEHETHUYECKOT0 KOHCYJIbTUPOBaHUS, OE€3yCIOBHO, 3aBUCUT OT YPOBHS
MEAMIMHCKON IOMOIIIM B CTPAaHE, U OH OYET pacIIupsThCS U Pa3BUBATHCA.

[1nanupoBaHne 6GepeMEHHOCTH MO3BOJSET CEMENHON Nape MOATOTOBUTHCS K
POKICHUIO Mallblllla ¥ MOpaJibHO, U ¢u3nuecku. Ha stom stane B TeueHue 3-4
MECSAILIEB IPOBOIATCS UCCIEAOBAHMS I ONPENEICHUS YPOBHS PENPOLYKTUBHOIO
3I0pOBbsI Tapbl M CHELUalbHAas NOATOTOBKA I €ro yiaydumeHus. B mepeueHp
VICCJIEIOBAHMI, KOTOPBIE TOJKHBI IPOUTH MOJIOBIE JTFOAU [TEPE 3a4aTHEM, BXOIUT
reHeThdeckoe ooOcieqoBaHue. Ero mnpoBeneHue MO3BOJISIET BBIIBUTH YPOBEHB
PUCKOB POXKICHHS Majblllla C TEHETHUYECKUMU 3a00JI€BaHUSIMH U aHOMAIUSIMU H,
COOTBETCTBEHHO, CHU3HUTH 3TU PUCKHU.

KapuoTtun m060ro yenoBeka cOCTOUT U3 46 XpOMOCOM, KOTOPbIE MEPEIAI0TCA
HaM OT 00ouX pojuTeraed B paBHOM creneHw, Mo 23 xpomocoMmbl. Kaxmas
XpoMOCcOMa 3aKiiloyaeT B cebde MWUIMOHBl TE€HOB, KOTOpPbIE KOAMPYIOT
OIpeJeIeHHbIE MPU3HAKKA OT LBETA TJIa3 JO Pa3BUTHs CTPYKTyp Mo3ra. Ecnu xotd
ObI B OJIHOM XpOMOCOME MPOUCXOJUT MOJIOMKA, 3TO MOXKET MPUBECTU K TOMY, UTO
IUIOJ] CTAHOBUTCSI HEKU3HECIIOCOOHBIM. DTO ABJISIETCS OJJHOM U3 OCHOBHBIX MPUUUH
3aMepiiell 6epeMEHHOCTH U BBIKUBIIICH HA Pa3HBIX CPOKaX.

Ecim nosoMkum B HEpBBIX XpPOMOCOMAax OJHO3HA4YHO MPUBOAAT K
HEXM3HECTIOCOOHOCTH 3MOpPHOHA, TO HApYIIEHHUsS B IMOCIEIHUX MO HOMEPY U B
MOJIOBBIX XPOMOCOMAax SBJSIIOTCS NPUYMHOM TOSIBICHHMS Ha CBET JETEH C
cunapomom Jlayna, IllepemeBckoro-TepHepa, nepexkTom CHOUHHOTO MoO3ra M
MO3BOHKOB (paclileryieHue MOo3BOHOYHUKA). TaKkxke OT poUTesied HOBOPOKICHHBIN
MO>KET MOJIYYUTh T€Hbl TAKUX 3a00JIeBaHUI KaK MyKOBUCUUI03, (PEHUIKETOHYPHS
Wi reMouius, 1axe eciau GakTUUEeCKH POAUTENN ObLITU 3J0POBBI.

J11st Toro yToOBI N30€KaTh MOJOOHBIX CUTYAIIMI U 3HATh O BO3MOKHOM PUCKE
MOSIBJIEHUSI Ha CBET pe0EHKAa C TSHKEIbIMU BPOXKIEHHBIMU TE€HETHYECKUMU



3a00JIeBaHUSIMU, Ha H3Tane IUIAHUPOBaHUSA OEPEMEHHOCTH HEOOXOAMMO MPONTH
MEIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHHUE.

Kakx w3BecTHO, peOCHOK HacleayeT TEeHBl OT o0omx poauTenei. B
oOpa30BaHHOW TMape OAWMH TeH OyneT IOMWHUPOBaTh, a BTOPOM CTaHET
peueccuBHbIM. B ToM citydae, eciau y 0OOHMX pOAMTENIEH €CThb HACIEACTBEHHAs
IPEIPACIIONOKEHHOCTh K Kakoh-mubo Ooyie3HH, MpOsIBICHHE €€ y Oyayliero
pebenka HenzoexkHo. Ecnu sxe moBpexnenusii rex ects B JIHK Tonbko ogHoro u3
OyIyIIUX POIUTENEH, BEpOSATHOCTh pa3BUTHA 00JIE3HU Yy peOeHKa paBHA IPUMEPHO
nATUaecATH npoueHtaM. OTCro/la CiielyeT BBIBOJI, UTO JlaXke 3J0POBbI peOeHOK
OyZIeT CcO CTOINPOIEHTHOW BEPOSITHOCTbIO HOCUTEIEM IOBPEXKICHHOTO TIEeHa,
KOTOPBIN MOXKET MPOSBUTH ce€0s TMOO B CIIETYIONIEM TOKOJICHUH, TUOO Yepe3 0HO
nokoJsieHre. Takum o0pa3oM MOITy4aeTcs, 4YTO CEMbs, B KOTOPOH XOTs Obl OJIUH pa3
NposIBWIIACH TIOJI0OHAst OOJe3Hb, Bcerja OyJleT HaxOIWUTbCS B TPYIIE pPHCKA.
JonycTuM, 4TO OAWH U3 POAMTENeH Oynyliero peOEHKa SBISETCS HOCUTEIEM
«J1e(peKTHOTO» reHa, a BUSUT K TEHETUKY 10 MOMEHTa HACTYIIEHUsSI O€pEMEHHOCTH
Tak ¥ He cocTosics. B momoOHoM cuTyaiuu 1enecooOpa3HbIM OyIeT IPOBEACHUE
IPOLIETyPbl CKPUHUHTA C LIEJIbIO BBISIBICHUS Y Oy IyIIero peOeHKa HaclieJICTBEHHON
Oosie3nu. JlanHas mporuenypa MOXKET ObITh IMPOBEJEHA Kak B MEPBOM, TaK U BO
BTOPOM TPUMECTpPAX. Y HAC B CTpaHe paboTaeT cucTtemMa 00s3aTeIbHOTO CKPUHUHTA
Ha 3Tane MEIULMHCKOro HaOo/IeHus 3a OepeMeHHOM >KeHIIUHON. CKPUHUHT —
3TO TECTHUPOBAHUE OOPa3IOB KPOBU JHOO MpPOYEro OMOJOTMYECKOrOo Marepuana,
KOTOpPO€ MPOBOJIUTCS C LEJIBI0 BBIABICHUS KaKuUX-TMOO MyTalUii B TIeHax,
CHOCOOHBIX CIIPOBOIIMPOBaTH OOpa30BaHME HACJIEACTBEHHBIX NATOJOTHH Yy
Oymy1ero pedeHka.

[IpodunakTuka HACIEICTBEHHOW NATOJOTUU MOXKET YCIOBHO JEIUTHCA Ha
TPH BUAA.

[lepBruuHas npoduiiakTHKa.

[Tox mepBUYHON NPO(UIAKTUKON MOHUMAIOT NEUCTBUS, KOTOPBIE JOJIKHBI
peaynpeanTh 3a4aTue 00JIbHOrO pedeHKa. DTO IMUIAHUPOBAHHUE JETOPOKIAEHUS U
yIIy4llIeHHE Cpeabl OOMTAHMS YETIOBEKA.

Bropuunas npodunakTuka.

Bxitoyaetr mMeponpusTHs, HANpaBICHHbIE Ha MPENYNPEKICHUE POXKICHUS
O0onpHOTO pedeHka. OHa OCYHIECTBISIETCS C MOMOILIBIO METOAOB JOPOJIOBOMI
JMAarHocTuku. Ee oCHOBHAs 11€J1b — B MAKCUMAJIBHO PAHHHUE CPOKH BBISIBUTH Y I1JI0/1A
HACJIEJICTBEHHbIE OOJIE3HU M IMOPOKU DPA3BUTHUS, HE MOJJAIOUIMECS JICUCHUIO, U
npepBaTh OEPEMEHHOCTH (C COTJIaCUs KEHIITUHBI).

[IpepriBaHre OEpeMEHHOCTH — HE CaMoO€ JIydlllee pEIIeHHEe, HO 3TO IMOKa
€IMHCTBEHHBIM METOJ JIJIsl BTOPUYHOU MPOPUIAKTUKN OOJIBIIMHCTBA TSKEIBIX U
CMEpTEIbHBIX TEeHETHUECKUX 1e(PEeKTOB!

Tpetuunas npoduinakTuka.

OHa kacaeTcsi HacJeACTBEHHBIX OoJie3Hel oOMeHa BermiecTB. K MoMmeHTy
pOXJieHHs peOeHKa y HETO UMEETCs TeHHasi MyTallus, HO OTCYTCTBYET KIMHUYECKOE
nposiBienre  Oone3nu.  BxirowaeM  MeponpusTHs, — HampaBl€HHbIE — Ha
NpeaynpexIeHue MporpeccupoBanus 00JIe3HU U pa3BUTHE OcioxHeHu. Ha stoit
CTaJIMM Ba)XKHO CBOEBPEMEHHO BBIIBUTH 3a00JIEBAHWE W HAYaTh paHHEE JICYEHUE,



4TOOBI TMPENOTBPATUTh TSDKEJIBIE TMOBPEXKACHUS TOJIOBHOTO MO3ra M pa3BUTHE
YMCTBEHHON OTCTaJIOCTH. JIeueHue 3aKiouaeTcs, Kak MpaBuio, B UCKIIOYCHUH U3
palnrioHa THUTaHUA peOCHKAa OMNpPENETICHHBIX MPOAYKTOB, KaK B MpUMEpPE C
(beHmKeTonypurei, MyKOBUCIIUA030M, TaJaKTO3EMHUEH ).

Meanko-reHeTUYeCKOe KOHCYJIBTHUPOBAHHE PEKOMEHJIOBAHO CIIEAYIOIIUM
KaTeropusiM HaCEICHHUS:

— JKEHIIMHaM crapiie 35 JieT;

— CeMbsIM, TAe YK€ ObUIM ciay4dau DPOXKIEHHUsS JeTeld C BPOXKICHHBIMU
HOPOKaMHU;

— OKCHIMHAM, UMEBIINM BBIKUBIIIN, OCOOCHHO Ha paHHUX cpokax (1o 12
HEJIeTb);

— CEMbSIM, KHUBYIIUM B IKOJIOTHUECKU HEOIArompHUATHBIX pailoHax;

— cymnpyram, paboTaroIuM Ha BPEIHOM IIPOU3BOACTBE (MMEIOLIUM KOHTAKT
C XUMUYECKUMU U PAJIMALMOHHBIMU MyTareHaMH);

— B cy4ae OJU3KOPOCTBEHHBIX OpPaKoB;

— I10 HE COBMECTHTEIHCTBY CYIPYTOB MO pe3yc-PpakTopy KpOBH;

— JIHIIaM, JKETAIONINM BCTYNHTh B Opak, eciu OJWH M3 HUX WM KTO- TO U3
UX POJICTBEHHUKOB CTPAJAET HACIEICTBEHHBIMH 3a00JI€BAaHUSAMHU.

Jlis denmoBedecTBa, €r0 WHTEIUICKTYyaJbHBIX M HAYYHBIX BO3MOXKHOCTEH,
HUYETO HEBO3MOXKHOTO HET. BO3MOXXHO, B 04€Hb CKOPOM OyAyIIeM MEIUITMHCKAs
HayKa U MpakTU4ecKas MeIuuuHa OyIyT HE TOJbKO TUArHOCIUPOBATH «OLUIMOKHU
IPUPOJIb», HO U KOPPUTHUPOBATH UX, 00€CIeUrBasi pOKJIEHUE TOJIBKO 310pPOBBIX
JETEH.

Cneyuanucm no cesazam ¢ oowecmeennocmoio I'BY3 « BPLJO3UMI»
Tensxosa E.U.



