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NEPUHATAJIbHAA MEAULWUHA U NMPOBJIEMbI
HEOHATAJIbHOTO CKPUHWUHIA

K.WU. Tpuropbes, 10KT. MeA. HayK, Npod., JI.A. XapuTOHOBA, JOKT. MeJ HayK, npod.,
B.E. Pag3uHCKUiA, JOKT. Mej. HayK, npod., YneH-kopp. PAH,
0.B. ManbiweBa, KaHa. mea. HayK, ILA. Kotanw
PocCMNCKMIA HAULMOHANbHBIA UCCNeA0BATENbCKUIA MEJNLUHCKIIA yHuBepcuTeT M. H.W. Muporosa,
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IIpeAcTaBIeHBI COBpeMEHHBIE HPOOJIEeMbI IepUHa-
TaJIHPHOU MEeJUIIVHBI C IIO3UIUN BO3MOXKHOCTEN IpPOBe-
JeHUuA TMPOrpaMMbI
IIpuBOAUTCA AJTrOPUTM JeMCTBUH MeACeCTpPhl IIpU

HEOHATAJIBPHOTO CKPpUHHHTA.

B3ATHU O0Opa3lmoB KPOBU /I CIEIUAJbHBIX HCCJIEJ0-
BaHUHN C IeJbI0 BBISABJIEHUSA HACJeIACTBeHHBIX Hapy-
IIeHUI oOMeHa BelecTB.

Kntouesble cnosa: HO80poxcdeHHble, CKPUHUHZ HacJedcm-
8eHHBLX 3060J1e6aHULL, NepekoHUeNYLOHHAL npodurakmuka, nepu-
HAMAbHAL MeQUYUHA.

B Hamel cTpaHe peasM3yIOTCSA IPOTPAaMMBbI CHU-
J)KeHUA YaCTOThl MHBAJIUAMZUPYIOIUX Goyle3Hel Ha
OCHOBe IIMPOKOTO MCIIOJIBb30BAHUA METO/IOB IIpe- U Iie-
pUHaTaJIbHBIX TexHojoruul. CosjjaHa peruoHasjbHadA
CHCTeMa TPeXypPOBHEBOU IepUHATAJbHON ITOMOIIY,
CHU3MJIACh CMePTHOCTD JleTell, POJUBIINXCA C SKCTpe-
MaJIbHO HU3KON MAcCOU TeJa. YCIIexXu B 3TOM 00/IaCTU
(pemeHue nmemorpauuecKux 3a/ady, PaHHee BbIAB-
JleHue PeJKUX HacJeICTBeHHBIX 3a00JeBaHUU, CHU-
J)KeHUe WHBAJUJHOCTU U CMEPTHOCTU U T. Z.) BO
MHOTOM 3aBHCAT KaK OT YJIy4YIleHNA TeXHUYeCKOU JU-
ATHOCTUYECKOU 0a3bl, TAK U OT KBATUDUKAIIUY MeIU-
LIIMHCKOTO IlepcoHasIa. Posib MeficecTphl B IpOBeleHUU
IIepUKOHIIENIITMOHHON NPOQUIAKTUKY U HEOHaTaJlb-
HOT'O CKPMHUHIA TPYAHO IepeolleHUTh.

ITepyuKOHIIeNITUOHHAA NPOPUIAKTHUKA — ITO
CHIDKeHVEe DHUCKA 3a4aTusA OOJIPHOTO pebeHKa, COo3-
JlaHVe OIITUMAJIbHBIX YCJIOBUM JIJIA CO3peBaHUA 3apo-
JBIIIEBBIX KJIETOK, UX OIUIOZOTBOPEHUSI U 06paso-
BaHMA 3UTOTHI, ee UMIJIAHTAIIUU U PAHHETO pa3BUTUA
mwroga. Bo Bcex demepasbHbIX OKPyTaX MPUHITO 00s-
3aTeJIbHOE AKYyIIepCKO-TMHEKOJIOrndecKoe 06Ciesno-
BaHMe JKeHIMUH U I10 IOKa3aHUAM — MeJUKO-TeHeTU-
YecKoe KOHCYJIbTUPOBaHUe.

[IpoduakTUdecKoe JieyeHUe BKJIIOYaeT B cebs
Ha3HAaYeHVe BUTAMUHOB IrPyInbl B u ¢oiueBoil Ku-
CJIOTBI 32 3—-4 MeC J0 HACTYyIJIHUA ILJIAaHUPyeMOM
6epeMeHHOCTH; KOPPeKI[UA MUTOXOH/IPUAJIbHBIX 3a-
6oJleBaHUI IIpeyCMaTpHBaeT Ha3HAUYeHUe KOPTeK-
CUHA U T.[I.

Ne 4 2017

CoBpeMeHHasA JAOPOJOBaA AUATHOCTUKA 3aKJIIO-
YaeTcsi B CKPUHUHTe OepeMeHHBIX, OOBIYHO — pa3
B TpuMecTp. IloJ; CKPUHUHTOM IIOHUMAaIlOT 06cJe[o-
BaHMA U TeCTUPOBaHUeE, IT03BOJIAIOIIYE BHIABUTE JIUII,
y KOTOPBIX IAHChI HAJIMYUA OIpeJieJIeHHON 6oJle3HU
WA COCTOSHUSA BRI, YeM B OOIIel IOMyJIAIUU.
Pe3yJsibTaThl CKDUHUHTA He MOATBEPXKIAIT U He OIIPo-
BepraiorT auarHo3. CKpUHUHT — IepBhIH mar B 06cIe-
JIOBAaHUU; IIPU IIOJIOKUTEJILHOM pe3yJibTaTe TpedyeTcsA
Joo0cIefoBaHMe, YTOOBI OKOHYATEJBHO IIOCTABUTH
UJIU CHATH AUATHO3. BeIendAoT 3 CKpUHUHTA. 1-U
(B 10-14 Hex GepeMeHHOCTH); 2-ii (B 15-20 Hen, 20-24
Hepn); 3-i (B 32-36 Hex). MeTombl CKpUHUHIA Oepe-
MEHHBIX (M He TOJIBKO UX) AeJIATCA HAa HeHBAa3UBHbIE
U VHBasWBHBIE.
PaHHUe HeWHBa3WHble CKPUHUHTIOBBIE HCCJIENO-
BaHUA:
® V3 - oLleHUBAIOTCA KJIIOYeBble ITapaMeTphl pas-
BUTHA OPraHOB UM YacTel TeJIa ILJIOAA;

® (IBOMHOU TecT» — B 11-13 HeZ;: omIpeieidI0T ypo-
BeHb B KPOBU XOPHOHUYECKOTO T'OHAIOTPOITMHA
(XT'Y) 1 mIa3MeHHOTo IIPOTEeNHa;

® «TpoiiHOU TecT» — B 20 Hex; kpome XI'Y, ompefe-
JIAIOT B KPOBU YPOBeHb o-(peTOIIpOTerHa U CBO-
GO HOTO 3CTPUOJIA.

VHBa3uBHBIe IIpeHaTaIbHbIe UCCIIeJOBAHUA:

® OUOIICUS XOPUOHA (Hapy»KHas 3apOAbIIIeBas
060JI09Ka) — IPOBOZUTCA II0 IOKA3AHUAM
B 10-14 Hesr GepeMeHHOCTY;

® aMHUOIleHTe3 (HUCCjeJJoBaHUEe OKOJIOILJIOJHBIX
BOJ) — Ha 16-19 Hegere;

® KOpZolleHTe3 (KccjefiloBaHUe IIYIIOBUHBI) — Ha
19-21 HepeJie; IIPOBOAAT IIOL KOHTpoJseM Y3U,
00BLIYHO 6e3 06e300/JIMBAHNA B JJHEBHOM CTAaI[HO-
Hape.

Ilocie mMyHKIUU OGMOMaTepuas HANPABIAIOT Ha
IUTOTreHEeTUYeCKUN W MOJIeKYJIAPHO-TeHeTUYeCKUN
aHaJIW3bl, IIPOBOJLAT HMMYHOJOTHMYECKOe HCCIelO-
BaHMe (Ha KpaCHYXY, TOKCOIIJIa3MO3 U AP.). C IOMOIIbIO
LUTOTeHeTUYeCKUX HCCIeJOBAHUN OIpefessioT OT-
KJIOHEHUS OT HOPMBI B XPOMOCOMHOM Habope: CHH-
ApoM JlayHa — JIUIIHAA, 21-4, XpOMOCOMA; CUHJPOM
Kimatinpenrepa — nmumHAA X-XpOMOCOMa; CUHJPOM
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