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CKPUHMHI' OBASI JUATHOCTUKA TEHETUHUYECKHUX 3ABOJIEBAHUI
Y AETEHA PAHHEI'O BO3PACTA
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pble CKpUHUH208ble MemoObl OUACHOCMUKU HACIEOCBEHHbIX 2eHemuyeckux 3abo.e-

8aHuUll y Oemell paHHe20 803pacma.

Kniuegvle cnosa:. ckpunune, ouazHoCcmuka, QeHuiKemouypus, MyKosUcyuoos,

2anaKmo3zemus, A0peHO2eHUMAIbHBIU CUHOPOM, BPONCOECHHBIL UNOMUPEOD3.

CKpUHHHT — 3TO MEPOTPUITHE BTOPUYHOU MPOPUIAKTUKH IO BBISIBICHHIO 3200-
JIeBaHUS HA IOKJIMHUYECKON CTau, OCHOBHOM 11E€JIbI0 KOTOPOTO SIBJIAETCS OOHApYKe-
Hue 00JIE3HU JI0 MOSBICHUS €€ CUMIITOMOB C MOCJIEAYIONIUM MOJHBIM €€ U3JICYCHUEM.
[Ipu 5TOM B KayecTBE CKpUHUHTA PACCMATPUBACTCS MACCOBOE OOCIIEIOBAHUE JTIOICH
13 OMPEICNIEHHBIX IPYIN PUCKA, C IIEIbI0 paHHEH JUAarHOCTUKHU y HUX BEPOSTHBIX 3a-
OoJieBaHUIl U MPOBEJCHUS CBOCBPEMEHHBIX TepaneBTUUECKUX meporpusituii. K tomy
e, CTPATeTUYECKOM 1eIbI0 CKPUHHMHTA SIBJIIETCS HE caMO OOHapyKEeHHE KaKOu-T1100
CKPBITOM 0O0JIC3HHM, a CHIDKEHHUE 3a00JI€BaCMOCTH U CMepTHOCTH [1].

[TepBoHAYaJIBHBIM ATAllOM PaHHEro 00CIIEIOBAaHUS OTKJIOHEHHH B Pa3BUTHUU U
O0COOCHHOCTEHN pa3BUTHs peOCHKA MEPBBIX TPEX JIET KU3HU SIBJISCTCS MEAUIUHCKUI
CKpUHUHT. OH OCYIIECTBISECTCS UCKIIOUYUTEIBHO CIEIUATUCTAMUA MEJULIMHCKOTO IPO-
buis B TaKUX YUPEXKICHUSIX KaK POJAWIbHBIC I0OMa, IEPUHATAIBHBIC IIEHTPHI, OTIAEIe-
HUSI HOBOPOXK/ICHHBIX, MOJTUKIUHUKA, MEAUIIMHCKUE TUATHOCTUYECKUE IIEHTPBI U CO-
CTOUT U3 JIBYX BHUJIOB: IPEHATAIbHbII CKPUHHUT U HEOHATAJIbHBIA CKPUHUT.

Ha srtane npeHataJlbHOTO CKpUHHMHTA MPOBOIUTCS MEIUIIMHCKOE HCCIICIOBAHKE
(JtabopaTtopHOE WM YIBTPA3BYKOBOE), MO pe3yjbTaTaM KOTOPOTO BBISBISIOTCS
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IPYIIBI pUCKa MO Pa3BUTHIO MOPOKOB ILI0/1a BO BpeMst OepeMeHHocTH. Ha stane Heo-
HATaJILHOTO CKPUHHUHTA OCYIIECTBIISIETCS AUArHOCTUKA HanOoJiee pacpoCTPaHEHHbIX
BPOXKJICHHBIX, HACJIEJICTBEHHBIX 3a00JICBaHHI Y HOBOPOXIEHHBIX [1].

B cucreme 3npaBooxpanenust Poccuiickoit denepanuu CKpUHUHT SIBIIAETCS 005-
3aTeJIbHOU MPOLIETYPOI ISl BCEX HOBOPOXKACHHBIX M IPOBOIUTCS JISI BBISIBICHUS Clie-
IYIOIIMX TSITH TeHEeTUYecKux 3adosieBanuii: penmiketronypun (OPKVY), mykoBucuu-
no3a (MB), ranakrozemMun, agpeHOTEHUTAIIBHOTO CHHAPOMA M BPOXKJACHHOTO THIIOTH-
peo3a.

PaccmoTpum HEKOTOpBIE M3 METOIOB JUATHOCTUKH AaHHBIX 3aboneBanuii. De-
HUJIKETOHYPHS — HACJIEICTBEHHOE HapyIlIeHne 0OMEHa aMUHOKHCIIOT, 00yCIIOBIIEHHOE
HEJ0CTAaTOYHOCTBHIO MEUYEHOUHBIX (PEPMEHTOB, KOTOPbIE YUYACTBYIOT B pacIlEIJICHUU
denmIananuHa 10 Tupo3uHa [3].

B nepBbie qHM *Ku3HU peOeHKa (Ha TPETUH-TISATHIN JEHB KU3HU Y JOHOUIEHHOTO
U Ha CeIbMOM JIeHb JKU3HHU y HEJOHOILIEHHOTO peOeHKa) MPOBOAUTCA CKPUHUHI-TECT
[3]. Just aTOTO OCYyMIecTBIIsIETCS 3a00p KAMWIISPHOW KPOBH HA CIICIIUAIBHBIA OyMaK-
Helii OnasHk. Ilpu oOHapyxenun runepdenwmnananemun Oonee 2,2% wmr pebOeHka
HAIPABIIAIOT K IETCKOMY T€HETHKY, KOTOPBIA TPOBOAMT MOBTOPHOE 00CTIEI0BaHHE.

Jlns noarBepxkaeHus: quarnosza OKY onpenensercss ypoBeHb KOHLIEHTpaLMK ¢e-
HUJIAJIAaHWHA U TUPO3MHA B TUIa3Me KPOBH, a TAK)KE aKTUBHOCTh MIEYCHOYHBIX (hepMeH-
TOB (B 4aCTHOCTU (hE€HUJIATAHMHTUIPOKCHUIIA3hl); OCYUIECTBISAETCS OMOXUMHUYECKOE
UCClIeZIOBaHUE MOYH (OIpesesieHue KETOHOBBIX KUCIIOT), METa0OJIUTOB KaTeXxojJaMu-
HOB B Moue [3]. JlomoJHUTENbHO MPOBOIAT 3eKTpodHIedanorpaduto (3317) u mar-
HUTHO-pe30HaHCcHY0 Tomorpaduto (MPT) ronoBHoro mosra pedeHka, OCMOTp J€T-
CKHUM HEBPOJIOTOM.

B xone nHBa3uBHOW HOPOAOBOM NMArHOCTUKH TIJI0/1a, HA dTane OEpeMEHHOCTH,
TaKXKE OIPEACNACTCS TeHETUUECKHU 1eQeKT nMpu (HEHUIKETOHYpHH (XOPHOHOUOTICHS,

AMHHOIICHTE3, KOP/IOLICHTE3).
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MyxkoBucuu03 (MB) — oHO M3 YacTO BCTpEYarOUUMXCsl MOHOTEHHBIX Haclell-
CTBEHHBIX 0OJIE3HEH C MOJIMOPTAHHON MAaTOJIOTHEH, PE3KO YMEHBIIAIOIIee KaK MpoI0JI-
KUTEIBHOCTh, TAK U KAYECTBO >KM3HU MAIMEHTOB 0€3 HAJUIeKAlIEro KOMIUIEKCHOTO
JICUYCHUS Ha TIPOTSDKCHUN Beel sku3HU [4].

CBoeBpemenHas auarHoctTuka MB, crmocoOcTByromas, Kak MpaBujio, paHHEMY
HayaJly Tepanuu, B TOM YUCJIE U Ha JOKJIMHUYECKOM 3Tarle, MOBBIIIAeT KAYeCTBO MPO-
THO3UPOBaHMS 3a00J€BaHUs, TMPOAYKTUBHOCTh JICUCHUS, TMO3BOJIICT MPEAYIPEIAUTH
dbopMHpOBaHUE TSKEIBIX OCIOKHEHUM, CYIIECTBEHHOE OTCTaBaHUS B (PU3MUYECKOM
Pa3BUTHH, B HEKOTOPBIX CIydasx, HCOOPATUMbIC U3MEHEHUS B JICTKUX.

Jlnarnoctuka MB B npeHaTaIbHBIA IIEPUOJ MOXKET NPOBOAUTHCS B Buie JHK-
JTMArHOCTUKH TPU OCYIIECTBICHUN aMHHUOIIEHTe3a (MMyHKIHHU ¢ 3a00pOM OKOJIOIIO/ -
HBIX BOJI B paHHUE Cpoku — 13—14 Hemens; mo3qHui nepuo, Kak npaswmio, 16—20 He-
nenst 0epeMEeHHOCTH) B ceMbe Hocutelied ojgHod myrtanuu reHa CFTR, umeromeit
6onpHOTO pedenka. [Togo3peHus Ha TUMarHo3 MOXKHO BBISIBUTH IIpH TipoBeneHun Y 3U
JI0/1a B yTpoOe Marepy NMpH HAIWYUHU CHCIUPUIHON YIhTPa3BYKOBOH XapaKTepH-
CTUKHU B BUJIE TUIIEPIXOTEHHOTO KullleyHuKa. Y3 Bo BpeMsi OepeMEeHHOCTH PEKOMEH-
TyeTcsl IPOBOAUTEL B CKpUHUHTOBBIC cpoku: 11-14, 18-21 u 30-34 nenenu GepemeH-
HoctH [4]. B 50-78% ciy4aeB 310 cocrosiaue Oynet oOycnoBieHo MB u mposiButcs
MEKOHUAJILHBIM UJIEYCOM (BPOXKIACHHONW HEMPOXOJIUMOCTHIO TOHKOM KHUIIKHK). B aTOM
ClTydae OIpeaeNIUTh AUArHO3 BO3MOXKHO €IIe JI0 pOKAeHHs peOeHKa. B To ke Bpems
JAHHBIA MPU3HAK HE SABJISETCS THUMUYHBIM JUisi MB, OH MOXeT OBITh TPAH3UTOPHBIM
s pekToM, UK ke 00yCIOBICHHOCTBIO CBSI3U C IPYTUMU NaTOJIOTMYECKUMH OTKJIOHE-
Husmu [4].

["amakTo3emust WM HaclieICTBEHHAs (DEPMEHTONATHS, XapaKTEPU3yeTCs HapyIlie-
HUEM, CBS3aHHBIM C ITPOTEKaHUEM TIpOIecca yriIeBOHOTO0 0OMEHa, B YaCTHOCTH — Me-
TaboIM3Ma rajJaKkTo3sl (MOHOCAXapHuaa, COAEPIKaIIerocs B Mojoke) [5].

CKpUHHMHTOBAas AUArHOCTUKA TAJIAKTO3EMHUH OCYIIECTBIISIETCS BCEM HOBOPOK/ICH-
HBIM, JOTIOJTHUTEIBHO 00CIIeIOBaHUE MOYKET BKIIFOYATh B CE0s ONMPECIICHHE YPOBHSI

raJlakTO3bl B KPOBHU U B MOYC, 4 TAKKC IIPOBCACHUC HAI'PY30YHbIX Hp06 C TaJIaKTO30M1
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U TJIFOKO30M; TeHeTndeckoe TectupoBanue; Y 3U OpromHoi nosoctu; 991. B kaue-
CTBE TEpaINuy TaJTaKTO3€MUH, B OCHOBHOM HCIIOJIB3YETCS TaK Ha3biBaeMas 0€3J1aKTO3-
Hasl AUeTa, KOTopas Ha3HayaeTcs C MEPBBIX JHEH KU3HU peOeHKa.

Bo3MoxHa kak npeHaTanbHas, Tak U HEOHATalIbHAS JUArHOCTUKA TAHHOTO 3a00-
neBanusi. O0cne0BaHNEe B IPEHATANBHBIN IEPUO]] 3aKITI0YAETCS B IPOBEJICHUE OUOTI-
CUU XOPHOHA, aMHUOIIEHTE3a C IMOCIEAYIOIIMM UCCIEI0BAHUEM BOPCUH U aMHUOTHYE-
CKOW KMIKOCTH. HeoHaTanpHbI CKPUHUHI IPOBOJMTCS B IIEPBBIE THHU JKU3HHU pe-
OcHKa: Ha 3—5 CYTKHM Yy JIOHOIIEHHBIX feTei, /—10 cyTku — y HejoHomeHHbIX. B naH-
HOM clly4ae MPOU3BOJIUTCS 3a00p KaMWJUISIPHON KPOBH C JAIbHEUIIIUM €€ MEPEHOCOM
Ha QUIBTPOBAJILHYIO OyMary, U BU/I€ BBICYILICHHBIX MSITEH KPOBb OTIIPABIISAETCS B Te-
HETHYECKYI0 JabopaTopuio [5].

AJlpeHOre€HUTAIBLHBINA CHHAPOM — 3TO TPYIIIa HACJIEeACTBEHHbBIX 3a00JIeBaHUH, Xa-
PAKTEPHOU YEPTOM KOTOPBIX SBISETCA ayTOCOMHO-PELIECCUBHBIN TUIT HACIEIOBAHUS,
UMEIOIIHE KaK KIMHUYECKUE, TaK U MeTabonnyeckue mposiieHus. OCHOBY Hapyliie-
HUM JTaHHBIX 3a00JIeBaHUIN COCTaBIAIOT Ae(eKThl (PEPMEHTOB, YYACTBYIOIIMX B OHO-
CHHTE3€ KOPTH30J1a (FOpMOHA HAIOYCUHUKOB) [6].

[Ipu auarHocTHKe aJpeHOre€HUTAILHOIO CHUHJpOMa cOOp HH(OpPMAIMU OCY-
HIECTBJISIETCS C TIOMOIIBIO CHEUUaIbHBIX OJJAHKOB U3 (UIbTpoBaibHOM Oymaru. Ha
JaHHBbIE OJJAHKU HAHOCATCS 00pa3libl KPOBH, 3a00p KOTOPOW OCYIIECTBIsAETCS Ha 4—
/ CYTKM )UW3HU U3 MATKA HOBOPOXKIAEHHOTO, najee GuiabTpoBajibHas Oymara ¢ oopas-
IIOM KPOBH BBICYIIHBACTCS Ha OTKPHITOM BO3/ayXe (Tak Ha3bIBAEMbI METOJl CyXOTrO
MATHA) ¥ OTIPABIISIETCA Ha JaJIbHEHIIee uccienoBanre B gadoparoputo. [Ipu coope
MH(pOpMAIIUU YUYUTHIBAETCS TECTAIMOHHBIA BO3PACT, Macca HOBOPOXKJIEHHOTO, MECTO
Y CE30H POXKICHUS, 3aJiep>KKa BHYTPUYTPOOHOTO Pa3BUTHS IO MacCe Tesa y JOHOIIEH-
HBIX HOBOPOKJICHHBIX JIETEH, pe3yabTaThl TOPMOHATBHBIX JUATHOCTUYECKUX UCCIIE0-
BaHM, CPOKH BepU(DUKAITUU JUATHO3A.

I'mnoTupeos3 — 3T0 PHAOKPUHHAS MATOJIOTHS, CBA3aHHASI C HEJIOCTATOYHBIM BOC-
MPOU3BOJICTBOM TUPEOUIHBIX TOPMOHOB IIUTOBUIHON Kejle30M Wiu ManodppheKkTrB-

HBIM JICHCTBHUEM 3THUX TAPMOHOB Ha KJIETOYHOM ypoBHE [7].
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CKpUHUHIOBas AMArHOCTHKA HOBOPOXKIEHHBIX OCYILIECTBIsiETCd Ha 4-5 NeHb
KU3HU peOeHKa ¢ onpeaeraeHrueM ypoBHs TupeotpornHoro rapmona (TTTY) B ceiBopoTke
KPOBM KaK HMHIMKAaTOpa TOPMOHOIPOLYLUPYIOMEH (PYHKIIMM IIUTOBUIHON >KEJIE3bl.
JlnarHo3 runotupeos3a MoATBEPKAACTCS pH MoBbIIeHHOM ypoBHe TTT y nereit [7].
[Tpu muddepennmanbHON TUATHOCTUKU TUTIOB BPOXKICHHOTO TUIIOTUPEO3a AOOIHU-
TEJIBHO MOTYT OCYIIECTBIIATHCS MEPOIPUATHS O ONPEIEICHUIO YPOBHS OOIIEro M
cBoboanoro tupokcuna (T4), puiiontuponuna (T3), TupeornoOynuHa U aHTUTHPEU-
OJIHBIX aHTHUTEJ, UHJEKCA CBSA3BIBAHUS TUPEOUIHBIX TOPMOHOB; BBIIOJIHEHHUE MPOO C
tuponubepuHoM. JlanpHelmee o0cne0BaHue TPYU THIIOTUPEO3E Y IETEH MOKET BKITIO-
yaTh Y3 1 0030pHYI0 CHUHTUTPA(UIO IUTOBUIHOM KEJE3bl, TO3BOJISIIOLIUE OOHApY-
KUTh aHATOMUYECKHE HApYyILIEHUs opraHa (HeJopa3BUTHE, Je(POpMALUIO UIH CMellle-
HUE), CHIDKEHHE €r0 (PYHKIMOHAIBHONW aKTUBHOCTH.

Taxum 00pa3om, MOXKHO CKa3aTh, YTO CKPUHMHIOBAsl AMArHOCTUKU JIeTel paH-
HET0 BO3PACTa SIBIAETCSA OJHOU U3 IIEPBBIX CTYIIEHEW IPU MPOrHO3UPOBAHUH U IIPENOT-
BpalEHUH HACJIEICTBEHHBIX 3a00J€BaHNH, a TAKXKE MPU PAHHEM OKa3aHUU KOPPEKIH-
OHHBIX M TEPANEBTUYECKUX MEPONPUATUI; CIIOCOOCTBYET COKPALEHUIO UHBAUAN3A-

UK 1 CMCPTHOCTHU CPEAN HOBOPOKACHHBIX.
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