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KPATKUN TEPMUHOAOTUYECKUN
CAOBAPDB

e AreHe3us (amiasus) — MOTHOE BPOXKJEHHOE OTCYTCTBHUE O-
raHa WIHA €ro YacTH

¢ AJpPEHOTCHUTAIBHBIA CHHIPOM (BPOXAEHHAsT TUCQYHKIHS
KOpBI Ha/IMOYEUYHUKOB) — HACJIECTBEHHOE BPOXKAEHHOE 3a00JeBa-
HUE, O0YCIIOBICHHOE HETOJHOICHHOCThIO (DEPMEHTHBIX CHCTEM,
YUYaCTBYIOIIUX B CHHTE3€ CTEPOHMIHBIX TOPMOHOB KOPBHI HAIIOYEY-
HUKOB U NPUBOJALIMX B PA3JIMYHON CTENEHU K CHMKEHUIO BbIpa-
OOTKH KOPTHU30JI.

¢ AJIPEHOKOPTUKOTPOIHBI TOPMOH — TPOIHBIA TOPMOH, BBI-
pabarpiBaeMblii 6a30()UIBHBIMU KJIETKAMU MEPETHEH J0JIM TUMo-
¢uza, cTumynupyet QYHKIIHMIO KOPbI HaIMOYEYHUKOB (BBIPAOOTKY
KOPTUKOCTEPOHIOB, B YACTHOCTH KOPTHU30J1a) M TEM CIIOCOOCTBYET
HOpPMaJIbHOMY TEUEHHUIO IMPOLECCOB 0OMEHA BEUIECTB U IMOBBILIE-
HUIO COMPOTUBIISIEMOCTH OpraHU3Ma YeJIOBeKa W KUBOTHBIX BITHUS-
HUIO HEOarompHuATHBIX YCIOBHH.

e BpaxugakTunust (KOPOTKOMAIOCTh) — aHOMAJUSI Pa3BUTHS B
BU/JIC YKOPOUYCHHSI MaJIbIEB PyK MM HOT.

e bpaxuniedanus — yBeanueHUE TOMEPEYHOTO pa3Mepa roJo-
BbI IIPH OTHOCUTEIHLHOM YMEHBUICHUHU €€ MPOAOJILHOTO pa3Mepa,
YKOpOYEHHUE Yeperna.

¢ BpoxxneHHast tucyHKIHS KOPBI HAATIOYEYHUKOB — CM. ajIpe-
HO-T€HUTAIBHBIN CHHIPOM.

e BpoxxaeHHbII THIOTHPE03 — 3a00sieBaHue IUTOBUIHOMN Ke-
Je3bl y IeTeH, COMPOBOXKTAIOIIIEECS] OTHOCUTEIIBHOM Mt a0COIIOT-
HOW HEIOCTaTOYHOCTHIO THPEOUIHBIX TOPMOHOB U XapaKTepU3yIo-
mieecst 3aJep>KKo (PU3UUYECKOr0 U HEPBHO-TICUXUYECKOTO Pa3BU-
TUSI, METa0OJIMYECKUMH PAcCTPOMCTBAMU M HEBPOJOTHYECKUMHU
HapyIICHUSMHU.

e ['amakTo3a — OIMH U3 MPOCTHIX CaxapoB, OTINYAIOIIUNCS OT
[JTFOKO3BI MPOCTPAHCTBEHHBIM PACIIOIOKEHUEM BOJOPOIHON U THU-
JPOKCUIBHOM Ipymil y 4-T0 yIIIEPOTHOTO aToMa.



e [‘aTakTO3eMus — TPyIINa HACIEICTBECHHBIX 3a00JIeBaHUH, 00-
YCIIOBJIEHHBIX HapyLLIEHUEM MPEBPALLEHUS FaTaKTO3bl B IIIIOKO3Y

e [epMapoaUTU3M HUCTUHHBIM — HAJIWYHE TOJOBBIX KIIETOK
o0oero mosa 1 000MX MOJIOBBIX ANIaPaTOB:

— OunarepaibHbBIN — ¢ KaXKI0i CTOPOHBI OBOTECTHC WU STHUKO
U SIUYHUK;

— JIaTepaJIbHBII — C OZTHON CTOPOHBI SIMUKO, C IPYrOH — SIMYHUK;

— yHWIaTepaabHbIN — C OJHON CTOPOHBI HOpMaJbHAas TOHA/A, C
JIPYroil — OBOTECTHC.

e ['epMadpoIUTH3M JIOKHBIN — HECOOTBETCTBHE MEXKY CTPYK-
TYpOU FOHA/l U CTPOCHUEM HAPY KHBIX MTOJIOBBIX OPTraHOB.

e ['mHEeKOMacTUsl — yBEJIIMYEHUE PA3MEPOB MOJIOUHBIX JKEJIE3 Yy
MYK4YUH, OOBIYHO JIBYCTOPOHHEE.

e ['UnepanbI0CTEPOHU3M — COCTOSTHUE, BO3HUKAIOILEE BCIE/-
CTBHME T'MIIEPCEKPELMU albJ0CTEPOHA MM HApyIIEHHH €ro MeTa-
6osn3Mma.

o ['umepruapo3 — U30BITOYHOE 0Opa30BaHUE MTOTA BCIICICTBHUE
MOBBILICHHON aKTUBHOCTU MOTOBBIX JKEJIE3.

e ['unepkeparo3 — Ype3aMepHOE yTOJIIIEHNE POIOBOIO CJIOS M-
JIepMHCa, JTOKAIN3YIOIIEeCs Ha OTIEIbHBIX YaCTsIX TeJla — JIATO0HSIX,
MOJOIIBAX, PA3ru0aTeIbHON OBEPXHOCTH CyCTaBOB.

e ['UnepToHuss — paBHOMEPHOE MOBBIIIEHUE TOHYCA BCEX WU
OTAEIBHBIX TPYII MBIIIIII.

e ['unepTpruxo3 — U30BITOUHOE PA3BUTHE BOJIOCSHOTO MIOKPOBA,
IPOSIBIISIONIEECS YPE3MEPHBIM KOJIMYECTBOM, AJIMHOM M/WIM TOJ-
IIMHOM BOJIOC, HE CBOMCTBEHHBIMHU JAHHOMY YYaCTKy KOXKH, IOy
WM BO3PACTy YE€JIOBEKA.

e ['unoreHUTaNnu3M — HEJOPA3BUTUE HAPYKHBIX IIOJIOBBIX Op-
T'aHOB.

e [ UIOroHau3M — HEAOPA3BUTHE TOHA.

e ['unocnaaus — HIKHASA pacllelIiHA MOYEHCITYyCKaTeJIbHOIO
KaHaJla CO CMEIIEHUEM €ro Hapy>KHOI'O OTBEPCTHS.

e ['upcyTnsm — U30BITOYHOE OBOJIOCEHHUE y KEHIINH 110 MYXK-
CKOMY THITY.
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e [OHAa/(BI — IOJIOBBIE JKENIE3bI (MYKCKHE-SIMUKHU, )KeHCKHUE-SIHY-
HUKH).

e JlucreHe3ust TOHAJ — OTCYTCTBHE TUITMYHOW Mopdonoruye-
CKOM CTPYKTYpBI TOHAN.

e Karapakra — yaCTMYHOE WJIM MOJHOE MMOMYTHEHHE XpycCTa-
JIMKa ¥ €ro KarcyJsibl, IPUBOIALLEE K CHUKEHUIO OCTPOThI 3pEHUs
BILIOTH JIO TIOJTHOM €ro yTparhl.

e Kpunropxusm — OTCYTCTBUE OJHOIO WM 000UX SHYEK B MO-
LIOHKE.

e MyKOBUCIIHIO3 — HACJEICTBEHHas: 0OJE3Hb C pacrpocTpa-
HEHHBIM NOPa)KEHUEM SK30KPUHHBIX JKEJIe3, XapaKTepU3youascs
KHCTO3HBIM EPEPOKICHUEM TTOKENYIOUHOM JKENE3bl, XKeJle3 KH-
[IeYHUKA U JBIXaTeNIbHBIX MyTeH M3-3a 3aKYMOPKH MX BBIBOJHBIX
MIPOTOKOB BSI3KMM CEKPETOM, BbI3BaHAa MyTalueill B reHe Oelika,
o0ecrneunBaronero (GyHKIUO XJIOPUAHOTO KaHaa.

e MBIIIEUHBIH TOHYC — 3TO0 MUHUMAJIBHOE HANPSHKEHUE MBIII-
(bl B COCTOSIHUM ITOKOSI.

e HeoHaranbHbIil CKPUHUHT — MaccoBO€ 00CIIeIOBaHUE HOBO-
POXICHHBIX Ha HACJEICTBEHHBIEC O0IE3HH 0OMEHA BEIIECTB.

e [loToBas mpoOa — ompezeeHNue KOHIICHTPAIMU HOHOB XJIopa
B [TOTOBOM KHMJIKOCTH

o CKpUHUHT (OT aHIJI. «SCreen» — petieTo, NpoCcenuBarh) — CIel-
npudecKknii MOAXOA K IUArHOCTHKE, OTIMYACTCS: MPOQHIaKTH-
YEeCKOM HAaNpaBIeHHOCThIO, MacCOBOCTBIO, 0E3BBIOOPOUYHOCTHIO,
STAHOCTBIO OOCJIEOBAHNUS; UCIIOJIb30BAHUEM MaJIbIX KOJUYECTB
yAOOHOTO ISl TIEPECHUTKU U JTUTEIILHOTO XpaHEHUsI OHoornye-
CKOT'0 MarepHasia; IpPUMEHEHUEM METOI0B BBICOKOM JHarHOCTHYe-
ckoil 3HaYuMOCTH. [IpoBOOUTCS C LEIBIO JOCUMITOMATHYECKOTO
BBISIBJICHUS U ()OPMUPOBAHUS TPYIIT MAIIMEHTOB C BHICOKOM cTere-
HBIO PUCKA PAa3BUTHS TOW WJIM HHOW MAaTOJOTHH.

e TupeoTponHblii TOPMOH — TPOIHBIM FOPMOH, BbIpaOaThIBae-
MBI nepeaHelt goneil runodusa u peryiIupyromuil CeKperuo TH-
PEOUIHBIX TOPMOHOB IIUTOBUIHOMN JKEJI€3bl TUPOKCUHA U TPUHO.-
TUPOHUHA.



e YMCTBEHHAs OTCTaJIOCTh — IPyNIa CTOMKUX HE MPOTPECCH-
PYIOIIMX MaTOJOTUYECKUX COCTOSIHUH, PA3IMYHBIX MO 3THOJIOTHH
U NIATOreHE3Y, MPOSIBISIIOIINXCS HACIEICTBEHHBIM, BPOKIECHHBIM U
MPUOOPETEHHBIM B TIEPBHIC TOIBI KU3HU MHTEIICKTYaJbHBIM JIe-
(UIUTOM, IPUBOSAIIUM K COLMATBHON U TPYIOBOM Jie3a1anTaI[iH.

e DeHUIATAHUHTHIPOKCUIIa3a — MEYSHOYHBIH (PEPMEHT, OCY-
HIECTBIIIONINH TpeBpalieHue (eHnIaTaniia B TAPO3UH

o DEHWIKETOHYPHUS — BPOXKIECHHOE 3a00JIeBaHNE, BBI3BAHHOC
HapylIeHUEeM repexoaa peHuIaJaHuHa B THPO3UH U TPUBOJSLIEE
K 3aJIep>KKE MICUXUYECKOTO Pa3BUTHSI.



CINCOK COKPAIIEHUN

ATI'C — afgpeHOreHuTanbHbIN CUHAPOM

AKTI — anpeHOKOPTUKOTPOIHBIN TOPMOH

BI' — BpO:XI€HHBIN THIIOTUPEO3

BI'KH — BpokieHHast runepruia3usi KOpbl HaIIMOYEYHUKOB
I' — ranakroza

I'AJI — ranakTo3emus

I'AJIK — ranakroknHaza

I'AJIT — pepmenTa ranakto3o-1-pochar-ypuaunrpancdepassl
NPT — uMMyHOPEaKTUBHBIN TPUTICUH

MB — MyKkoBUCIIUO03

Hb — nacnencrennsie 601€3HU

HBO — nacnencrBenHsie 00ne3HU 0OMeHa

T3 — TpuitonTupoHUH

T4 — TupokcuH

TTI'- THPEOTPOIHBII TOPMOH

VY3U — ynbrpa3ByKOBOE HCCIIEIOBAHUE

QAT — peHnnanaHuHTUIPOKCUIIA3a

@A — dennnananuH

OKY — penunkeronypus

17-OIII" — 17-okcunporecTepoH



BBEAEHUE

B nocnennue necsatuneTus B Halel crpaHe ocTpo 0003HAYM-
nack mpobiema nemorpaduueckoro kpusuca. [lomumo cormaib-
HBIX ()aKTOPOB, OOJIBILION BKJIAJ B 3TOT MMOKa3aTeNb BHOCIT HU3KAs
POXIaeMOCTh U BBICOKas JIETCKasi CMEPTHOCTh. B cTpykType npu-
YHH, IPUBOAIINX K BEICOKOMY YPOBHIO JI€TCKOW MHBAIHUIU3AINN
Y CMEPTHOCTH, B&XKHYIO POJIb HTPAIOT HACIIEICTBEHHAS U BPOXKIICH-
Has narosiorus. Cpeau reHeTHYecKH JeTepMHUHHUPOBAHHbBIX 3a00-
JICBaHWH 4YeJIOBEKAa BAXHOE MECTO 3aHMMAIOT HACIEICTBEHHBIC
6oneznn oomena Beuects (HBO), nMeromiue Tsokensie, mopoit da-
TaJbHbIE MPOSBICHHS. Pa3BUTHE TSKETBIX U HEOOPATHUMBIX OCIIOXK-
HEHUH, OMPEIEeNIOMNX Ka4eCTBO KU3HU W KU3HEHHBIA MPOTHO3
MaIMeHTOB, MO3BOJIAET, HecoMHeHHO, oTHecTH HBO k 3abonesa-
HUSIM, HMEIOLUM MEIMKO-COLMaNbHOe 3HadeHue. B Hacrosmiee
Bpems u3BecTHO okoio 800 HBO. O0mias yacTora ux cocTaBisieT
1:5000-1:7000.

CymectBennsiii Bkiax HbBO B cTpykrypy nerckoii 3aboneBae-
MOCTH, CMEPTHOCTH M MWHBAJIUIHOCTH OOyCIIaBIMBAET HEOOXOIH-
MOCTh pa3pabOTKH W BHeApPeHUS d3PPEKTUBHBIX METOIOB NPOQH-
JIAKTUKU U JIEYEHUS ITUX 3a00JI€BaHUM.

B Hacrosiiee BpeMs i1 MHOTUX M3 HUX pa3paboTansl 3 dek-
THUBHBIE CIIOCOOBI TUArHOCTUKU U JICYCHUS, TTO3BOJISIOMINE H30e-
KaTh JIETAJIbHOIO MCXOAAa M NPEAOTBpALlaTh Pa3BUTHE TKEION
MHBAJIMAHOCTH, IIPU YCJIOBUM Hayaja JICYEHUs] Ha PAHHEM JOKIH-
HUYECKOM 3Tare.

MaccoBoe obcnenoBanue HoBopoxaeHHbIX Ha HBO — ocHOBa
MpOo(UIAKTUKY HACJEACTBEHHBIX OOJIe3HEW B MOMYNIALHUAX, IO-
CKOJIBKY TTO3BOJISIET HE TOJIBKO BBISBIISATH 3200JIeBaHNS HA JOKIMHU-
YEeCKOH CTaJuM, CBOEBPEMEHHO HAYMHATh JieueHHe, POpMUPOBATH
KOHTHUHTEHTBI, TpeOyIolne CUCTEMaTHUYECKOT0 MEIHKO-TeHeTHYe-
CKOT'O KOHCYJIBTUPOBAHUS, HO U CIIOCOOCTBYET 0OHApPYKEHUIO reTe-
PO3UTOTHOTO HOCHTENIbCTBA MyTAaHTHOTO T€Ha, MPOBEIECHUIO TIpe-
HaTaJIbHOM JTMarHOCTUKU B T€HETUYECKU OTATOIICHHBIX CEMBSX.
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3aboneBaHus, BXOAIINE B TOCYIapCTBEHHBIE CKPUHUHIOBBIE ITPO-
IpaMMBbI TOJDKHBL:

1. O6nagare JOCTaTOYHO BHICOKOW YacTOTOM BCTPEUAEMOCTH B
TIOTTYJISAINH;

2. VIMeTh 4eTKO OYepUYCHHYIO KIMHUYECKYI0 M OMOXMMHYe-
CKYIO XapaKTepUCTHKY;

3. Couerarbcs NPUEMIIEMOCTBIO U KOPPEKTHOCTBIO ITPOLIEAY PBI
CKpPHUHUHTA;

4. BbISBAATHCS OTHOCUTENBHO HE JOPOTOCTOSIIUMU Jlabopa-
TOPHBIMU TeCTaMH (dKOHOMHYECKask YPPEKTUBHOCTh TECTUPOBA-
HHS);

5. Ilpu cBOEBpEeMEHHOM BBISBICHUHM U HAYaTOM JICUEHUU TIpe-
JIOTBpAIllEHUE PA3BUTHSA TSHKEJIBIX MPOSBICHHM 3a00JIeBaHUS U WH-
BAJIMIU3AIIMIO, YTO TAK)XX€ TMO3BOJISET YAyUIIUTh KaueCTBO >KU3HU
OOJIbHBIX U UX COLIMATIBHYIO aJaNTalHIo.

W3 psna HacneACTBEHHBIX 3a00JcBaHUN OOMEHa BEIIECTB B
HAaIlei cTpaHe AJIs MPOBEIEHHsS] HEOHATATbHOTO CKPUHUHTA ObUIH
oTOOpaHbl: (PEHUIIKETOHYPHs, MYKOBUCIIMIO03, TaJaKTO3EeMHUs,
aJIPEHOTCHUTAILHBIA CUHAPOM U BPOXKJIECHHBIN TUIIOTUPEO3.
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HEOHATAABHBIVI CKPUUHVHT:
MUPOBOU U OTEYECTBEHHBIN OIIBIT

CxpuHHHT (OT aHIVI. «sCreen» — PEeleTo, MPOCENBATh), KaK
cienn(pUUecKuil MOaX0A K TUarHOCTUKE, OTIIMYACTCS: MpoQHiIaK-
TUYECKON HalpaBIeHHOCTHIO, MACCOBOCTHIO, O€3BBIOOPOYHOCTHIO,
STAHOCTHIO OOCJIEIOBAHNS; MCIIOJIB30BAHUEM MaJIbIX KOJUYECTB
YAOOHOTO UIsl TIEPEChUIKN M JUTUTEILHOTO XpaHEeHUs! Onosoruye-
CKOT'0 MarepHasia; IpUMEHEHUEM METOJI0B BBICOKOM JMarHOCTHYe-
ckoil 3HayuMocCTH. [IpoBOIUTCS C LEIBI0 JOCUMITOMATUYECKOTO
BBISIBJIICHUS 1 (DOPMUPOBAHUS TPYIIT TAIIMEHTOB C BHICOKOM cTere-
HBIO PUCKA Pa3BUTHS TOW WM MHOW MAaTOJIOTHH.

WcTtopusi ckpuHUHIra HOBOPOXKICHHBIX Ha T'€HETUYECKHE 3a-
0osieBaHMs Ha4daJlaCh BO BTOPOH ITOJIOBMHE IMPOIUIOTO CTOJETHS,
xorna B 1962 rogy PoGepr 'arpu, opranuzoBan coop OllaHKOB U3
(¢uIbTpOBaIbHON OyMaru ¢ CyXMMH NSTHAMH KPOBU OT Ka)KJOTO
HoBopoxaennoro B CIIIA mratre Maccauycerc. Mcnonb3ys paspa-
6otannsiii P. [arpu Meton onpenenenus penunanannia, OHU Mpo-
BOJAMJIM TECTUPOBaHUE JieTel Ha (heHukeTonyputo (OPKY).

BriepBble CKpMHHMHI Ha BpOXJIEHHbIM rumorupeos (BI') Obut
npoBereH B Kananme J. Dussault m C. Laberge B 1973 . myTtem
ornpeseseHus] KOHUEHTPAalMu TUPOKCHUHA B Karjie KpOBH Ha (Uib-
TPOBaJIbHOU Oymare paaMOUMMYHOJIIOTUYECKAM METOIOM.

BriepBpie TecT a1 MaccoBOro oOCIENOBaHMS Ha TalaKTo-
3emMui0 ObUT paspaboran B 1964 r. E. Beutler. B nacrosiiee Bpe-
Msl Yalle BCEro MCIOJIb3YIOT COYETaHHE METa0O0INYEeCcKOro TecTa
(ompenerieHre KOHIIEHTPAITUH TaTaKTO3bl U TalakTo30-1-docdara)
u epmenTHOrO Tecta byTinepa (ompeneneHue akTHBHOCTH Trallak-
T030-1-hocar ypununrpanchepassi).

IIpemnoxennas B 1977 r. Pung, meTonuka npoBeaeHUs] CKpH-
HUHra 21-THIPOKCHUIa3HON HEAOCTAaTOYHOCTH IMYTEM OIpeese-
Huu ypoBHs 17-OHP, k 1991 rony pacnpoctpanunack Ha 29 cTpaH
MUpa.

Buenpennsiit B 1979 rony B HoBoii 3enannuu, TecT Ha ompe-
JIeJIeHne UMMYHOPEaKTUBHOTO TPUIICHHA JICKUT B OCHOBE HEOHa-
12



TaJbHOIO CKPUHMHIA Ha MYKOBHUCIIMI03 B psJie TOCYIapCTB MUpPA
yxe 6omnee 20 ner.

KoHnenuus HeoHaTaabHOTO CKPMHUHIA OBICTPO 3aBOEBaJIa I1e-
peoBbIe MO3UINU B TPAKTHKE MUPOBOTO 3PaBOOXPAHEHHUS, TTIOTO-
MY UYTO Pe3yJIbTaThl ee ObUIH yOeIUTEeIbHBIMU, KaK C MEIUIIHHCKOH,
TaKk U C SKOHOMUYECKON Touek 3peHus. Ha ceromHsmHui J1eHb
IIPOTpaMMbl HEOHATaJIbHOTO CKPUHUHTA BHEAPEHBI Oosiee ueM B 30
rocy/lapcTBax BO BCEM MUPE U HACUMTHIBAIOT OKOJIO 40 HO30JI0THil.
Co3znaBaeMble B pa3HbIX TOCYIapCTBAX, MPOTrpaMMbl HEOHATAILHO-
ro CKpMHUHIA OTBEYAIOT CHEIM(PUIECKUM 0COOEHHOCTSIM 3paBo-
OXpaHEHUs!, HATMYHIO PECYPCOB U OTPEOHOCTSIM 00I1IeCTBa.

Ha cerognsimnuit nens B CLA, B cTpaHe, nepBoii B MUpe BHE-
JpUBIIEH CKPUHUHTOBOE 00CIIeIoBaHNe, HET eInHON (heaepaibHON
IpOTrpaMMbl 00CIIeI0BaHHUS HOBOPOXK/ICHHBIX, a IEPeUYeHb CKPUHU-
pYyeMoii maTonoruu B pa3HbIX IITaTax BKIOYaeT B ceds ot 10 1o
30 nozomnoruii. AMepukanckas Komierus MeTUITMHCKUX TEHETUKOB
npoBesna aHaian3 3Q(HEeKTUBHOCTH PA3IMIHBIX CKPUHUHTOBBIX TTPO-
rpaMM U pacrpeenuia Bce KIIMHUYeCKre ()OPMbI Ha TP TPYTIIIbL:

1) 3aboneBaHus C BHICOKOH 3PPEKTUBHOCTHIO;

2) 3a0oneBaHus ¢ yMepeHHOU YPPEKTUBHOCTHIO;

3) 3aboseBaHus ¢ HU3KOM 3P HEKTUBHOCTHIO.

B nepsyto rpynmny BkiroueHsl 29 ¢opMm, HECOMHEHHO, TMOJIJIe-
JKAIUX BBISIBICHUIO TIPU HEOHATAIBHOM CKPUHHHTE: 3 (hOPMBI Te-
MOMIIOOMHONATUH, 6 aMUHOALUAYPUNA, 5 HapyIIEHUH OKHUCICHHS
JKUPHBIX KUCIJIOT, 9 OpraHnyecKuX aluaypuil U eie 6 pa3inyHbIX
COCTOSIHMIA: BpOXIeHHBIH TunoTupeo3 (BI), mykoBucimnos (MB),
ranaktozemusi (I'AJI), anpeno-renutansubiii cungapom (AI'C), ne-
¢uuuT OMOTHMHMIA3bI M BPOXKIEHHAs TYroyxocTh. B HacTosIiee
BpeMs Beaylue opranusanuu 3apaBooxpanenus CIIIA paboraror
HaJl COCTaBJICHUEM EIMHON OOIICHAIMOHALHOM ITPOTPaMMBI HEO-
HATaJIbHOTO CKPUHUHTA.

B I'epmannu ¢ 1997 r. HakoIIeH 3HAYUTENBHBINA OIBIT MIPO-
BEJICHUSI CKPMHMHIA METOJIOM TaHAEMHOW MacC-CIIEKTPOMETPUHU
JUISL LIUPOKOTO Jauana3zoHa OosiesHed. Cnucok 3aboseBaHuil, Ha
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KOTOpBIE HCCIeayeTcsl mpoba KPOBH, OMpPEENIeH 00g3aTeIbHbIM
npeanucanueM. OOmerocyaapcTBeHHas IporpaMmma HeoHaTallb-
HOTO CKpUHUHTA, yTBepKAeHHas DenepalbHbIM MUHUCTEPCTBOM
3[[paBOOXPAHCHHUSI U COIIMAIIBHOTO 00ECIIEYeHHS BKITIOYAET B CE0s
OKY, BI, I'AJI, AT'C, MB, nedunutr OHOTHHUIA3BI, TOMOIIMCTH-
Hypuio, AeduuuT cpeaHenenodeunoi auerun-CoA- geruapore-
Ha3bl.

B BenukoOpuTtaHnum 3KOHOMHYECKasi MPUOBUIb OT MPOBEICHUS
KOMITJIEKCHOTO CKpuHHUHTra Tojbko Ha OKY u neduuur cpennerne-
novyeyHoil aneruin-CoA-aeruaporenassl cocrasister 23312 ¢yn-
ToB cTepauHToB Ha 100 ThIC. 00CIeTIOBAaHHBIX HOBOPOXKICHHBIX.

Brenpenne CKpUHUHIOBBIX TEXHOJIOTHH TO3BOJIMIIO TIOBBICUTH
YacTOTy BbIsBIsieMol marosioruu a0 1 ciayuas Ha 1000 poxae-
HHI. B TO e BpeMsl JOCTYIMHOCTh TEHETUYECKUX TECTOB C HU3KOU
CTOMMOCTBIO MOYKET MPUBECTU K HEOINPaBIAHHOMY PACLIUPEHUIO
MPOrpaMM CKpUHUHTA 0€3 OpraHu3aIyi COOTBETCTBYIOIIEH 0asbl,
KoTOpas obecriednBaa 661 HeOOXOIMMYI0 HH(POPMAITHOHHYTO TTOT-
JIEPKKY 10 CKPUHUHTA M MEIUKO-TeHETHUECKOE KOHCYJIBTHPOBA-
HUe mocie Hero. [ToaToMy KOMUTET OOIEeCTBEHHON U TpodeccH-
onanpHOI otk (PPPC) EBpomneiickoro o0mecTBa reHETUKH
yenoseka (ESHG) B mae 2000r onpenennna 0CHOBHBIE KPUTEPUH,
HEOOXOAMMBIE ISl BKJIIOYEHHS] OOJIE3HW B CKPUHUHTOBBIE MPO-
TPaMMBI:

1. YeTkas kIMHUYECKast 1 OMOXMMUYECKast O4ePUEHHOCTH;

2. 3naunmas npoOsiieMaTHka (BbICOKas CTENEHb MHBAJIUAM3A-
MU ¥ CMEPTHOCTH);

3. Bricokas pacnpocTpaHeHHOCTh (0OJ€3Hb IOIDKHA BCTpe-
yarbes ¢ yactotord He Menee 1:10000-1:15000 HOBOpOXKIEHHBIX );

4. ITlpueMeMoCTh ¥ KOPPEKTHOCTH MPOLIEAYPHI CKPUHUHTA JIJISI
MarreHTa 1 o0IIeCTBa;

5. AllekBaTHast CTOMMOCT;

6. Hasimuue roroBoro, anpoOupoBaHHOTO jedeHus, 3pdexrus-
HOTO Ha JOKJIMHUYECKOM JTarle.

B Poccun HeoHaTalbHBI CKPUHUHT Ha (DEHUIKETOHYPHIO U
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BPOXICHHBIN IMIIOTUPE03, B KAYECTBE MUIOTHOIO MCCIIEI0BaHMS,
CTaJl IPUMEHSATHCSA B OTJENbHBIX pernoHax cTpanbl ¢ 80-X rogos
npouuioro crojetus. Hauanmy mpoBeneHus ckpuHuHTa Ha Qene-
panpHOM ypoBHE B 1993 rogy mocimykuina pa3paboTka U yTBEpK-
JIeHHEe Tpe3uIeHTCKoN nporpamMmbl «Jletn Poccum» u ee moampo-
rpaMM «/leTu-uHBanmuAb U «310POBBI PEOCHOKY.

HoBblil Tan pa3BuTHs 1MarHOCTUYECKUX 00CIeI0BaHHIi HOBO-
poxaenHbix mpuiencs Ha 2006 rox, korjga B paMKax MpUOPUTET-
HOT'0 HallMOHAJILHOTO MPOEKTa «370pOBbE» MpOTrpaMma HeOHaTalb-
HOTO CKpHHMHTA ObLJIa paciupena 1o msatu 3adonesanuii. [lomumo
yxe cymiectBoBaBiero ckpuuunara Ha ®KVY u BI' uccnenopanmst
CTaJIu MPOBOJUTKLCS €Il Ha aipeHOTeHUTaNbHbIN cuapoM (AT'C),
ranakro3emuto (I'AJI) u mykosucumgo3 (MB) Kpatkas kinmnHnko-3-
MUIEMUYECKasi XapaKTepUCTUKa CKpHHUpYyeMbIXx B PD 3abonesa-

HUM MIpe/icTaBlieHa B Taonwiie 1.

Ta6nuya 1. Kpamkas xapaxmepucmuxa 3a601e6anuil, 6K104eHHbIX

6 NPOZPAMMY HEOHAMANILHO20 CKPUHUH2A 6 PD.

Bo3spact Jleuenue
3abone-
sanie Yacrota | manubpe- CHUMIOTOMBI U CPOKH €T0
CTanun HaJana
3anep:KKa pa3BUTHS, CyHO-
DOKY OTH, «MBILIMHBIHN 3arax» HeTO-
(amuHOA- 1:4500 = 3-6 mecs- hpaotn/; THIIONUIMEHTAIUS 1 Tlipannﬂ
1:20000 eB ’
LTy pUst) N3MEHEHUsI KOXKH, YMCTBEH- 1 mecsig
Hasl OTCTaJIOCTb.
BI' Makporoccusi, OTeYHOCTb,
BPOXKJICH- 3aIepXKKa Pa3BUTHS T'opmono-
(HEIlJSI 3}?/:[0- 1:3000 = -3 me- Hyi(in{aﬂ Ir)pf,mca F;IHOTOHHH Tegoam/m
1:6000 csima ’
KpHHOMa- MBI, CyXOCTh KOXKH, yM- 2-3 Hemenn
THST) CTBEHHAsI OTCTAJIOCTb.
MB
(6one3nn C poxae- | MekoHHANbHBIN HIIEyC.

Hapy- 1:2500 — HuUs XpoHHYECKHE OOCTPYKTHB- depmeHTo-
WEHHOTO | 4 300 HBIE OPOHXOJIETOYHBIE U KH- Tepanus
TPaHCIOp- 6-12 Me- | mednsle 3a001€BaHUS. 6 MecsIeB
Ta MeTabo- csiueB | PanHss cMepTHOCTS.

JIUTOB)
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AI'C 7-10 CounbTepstolye Kpusbl.
(BpOXKIEH- 1:10000 — p— JleranmbHOCTB y MAIETHKOB T'opmono-
Hasi OHA0- |1 5000 Bupunsanys reanTanui y Tepanus
KpHHOIA- | 3.5 por | ACBOUCK. 1 Henens
THS) I1I1P y ManbunkoB
T'AJl CpBITHBaHHUS, PBOTA, JKENTY-
(Hapymre- 1:14000— | 7-14 cyr- Xa, TeTaTo- U CIJIEHOMera- Jlueto-
HHE yTIie- THs, TUPPO3 TIEUeHH, CY0pO- |  Teparus
1:60000 KH
BOJHOTO TH, KaTapakTa. 1-2 nenens
oOMeHa) JleranbHOCTS.

CooTBeTcTBUE 3a00JICBAHMIA, MOJICKAIIMX HEOHATATHHOMY
CKpUHHMHTY B P®, KpuTepusM BKIIIOYCHHS B TOCYIapPCTBCHHYIO
porpaMMy 0O0CIIeIOBaHUSI HOBOPOXKJICHHBIX HA HACJICICTBEHHBIC
3a00JIeBaHMS MPEICTABICHO B TabmHIIe 2.

Tabnuya 2. Ananus coomeemcmeus cKpuHupyemvix 6 PP
3a60nesanuil KpUumMepuam KIH04eHUS 8 NPOZPAMMY MACCOE020
00C71e008aHUST HOBOPOHOEHHDIX.

Kpurepuu OKY BI' MB AI'C I'AJ1
Knuanaeckas u ma6o-
paropHas +++ +++ +++ ++ +++
OYEPUCHHOCTH
/A +H/+++
Crenen, (1pu MeKo- | (IIpH coJib
WHBaIUAA3ANMA / +++ +++ p p /4
HUAJIBHOM | TEPSIOLIEM
CMEpPTHOCTH
uieyce) Kpu3e)
PACIIDOCTPAHCHHOCTS Bricokast | Beicokas | Bricokas Cpennusis | Huzkas
poctp 1:10000 1:4500 1:2500 1:14000 | 1:30000
Tprememocts -+ -+ +++ +++ o+
1 KOPPEKTHOCTH
[puewemas +++ + ++ ++ ++
CTOUMOCTh
Sddexruproe b +++ ++ ++ ++
JICYCHHUE

B 10 xe BpeMsi 3(PEeKTHUBHOCTh HEOHATAIBLHOTO CKPUHUHTA
OTpeNIETSeTCs] HEe TOJBKO MOBCEMECTHBIM BHEAPEHUEM CIICLUANb-
HOTO WCCIIEIOBAHNS HOBOPOXKICHHBIX, ONITUMHU3AIIMEN MaTepHuab-
HO-TEeXHHUYECKOH 0a3bl, HO U COOIIOCHUEM 3TAITHOCTH BXOJSIIETO
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B HET0 KOMILIEKCa Mep — MOCIe0BaTeIbHBIM IPOBECHUEM Opra-
HU3AIMOHHBIX, Ja0OPAaTOPHO-AUATHOCTHYECKUX M JI€4eOHO-TIPO-
(UITaKTHYECKUX MEPOTIPUSATHH.

OO6cnenoBanue aereil Mo mporpaMMe HEOHATaJIbHOTO CKpH-
HuHra B Poccun ocymiecTBisieTcs B Tpu dTamna:

I 3Tran — «C6op oOpasnoBy». OcyHiecTBISIETCS COTPYIHHU-
KaMH POJMJIBHBIX CTAllMOHAPOB: Y JIOHOUIEHHBIX HOBOPOXKJIEH-
HBIX B POJWJIBHOM JIOM€ Ha 4 JIeHb )XM3HU, Y HEJOHOIIECHHBIX
JeTel Ha 7 JeHb KU3HU OepeTcs KpOBb M3 MATKU U B BHJIE Ka-
nejab HAaHOCHUTCS Ha CIENHAIbHYI0 (DUIBTPOBAIBHYIO Oymary
(TecT-0mank). Bce momyuennsie 00pa3iibl KPOBU BBICYIITUBAIOT-
Csl ¥ OTIPABIIAIOTCA B 1aOOPAaTOPHUIO HEOHATATbHOTO CKPUHMHTA.
I'maBHbIe 3anaun I sTana:

¢ HH()OPMAITMOHHO-PA3bICHUTENbHAS padoTa ¢ OepeMEHHBIMH,
POAMIBHULIAMH U YJICHAMH HX CeMeH;

® MaKCHMaJbHBI OXBAaT HOBOPOXK/ICHHBIX;

® Ka4eCTBEHHBIN 3a00p MPoO KPOBH;

® MPaBWJILHOE 3aIlOJHEHUE, BBHICYIIMBAHUE M YIIaKOBKa OnaH-
KOB;

® CBOEBpEMEHHAs JocTaBka OmaHkoB B jgaboparopuio MI'K (B
TedueHue 3 JHel ¢ MoMeHTa 3a00pa KPOBH).

II 3ran. [IpoBoauTcs B yCIOBUSIX CHIEUUATU3UPOBAHHON aBTO-
MaTHU3MPOBaHHOM JabopaTopuu OCHALIEHHOM HMMMyHOII0Opec-
LEHTHBIMU aHAJIH3aTOPAMHU.

I'maBuble 3amauun II »Tana:

® KOHTPOJIb IPUTOJHOCTH U PErHCTpanus oopasiia;

® B CITy4ae HEMPHUTOIHOCTH — TpeOOBaHKE MIOBTOPHOTO 00pa3La;

® [IPOBEJCHHUE aHAJINU3a U OLEHKU YPOBHS COJECpKaHUs TECTH-
pYEMOro BelIeCTBa;

® B ClTyyae BBISABIICHUS OTKIOHEHUH — U3BELICHNE KOOPIUHATO-
pa CKpUHHHTa;

Ha pucynke | mpencrasieHo crelMaIn3UpOBaHHOE 000pyI0-
Banuu pupmel «Wallak» (Ounissaaus) n npubop «Bukrop-2», Ha
KOTOPOM U3MEPSIETCS YPOBEHb (DIFOOPECLIEHIIHH.
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Heo-TIT, Heo- T4
Heo- HFT
1w7-onr

Heo— derHUnananuH
Heo- lanakmoaa

Puc. 1. Cneyuanusuposannoe o6opyoosanuu dpupmoi « Wallak»

(Qunnamnous)

B Tabmune 3. npeacrasiena nHpOpMaLUs O TOPOTOBBIX 3HAYE-
HUSX UCCIIETYyEeMbIX OMOXUMUYECKUX MAapKEPOB MPHU KaK10H maTo-

JIOTHUH.

Tab6nuya 3. Ilopozosvie 3HAUEHUS OUOXUMUHECKUX MAPKEPOB

Buoxumuyeckuit
Bup naronorun IloporoBbie 3Ha4eHust
MapKep
DeHMIKETOHY PHS Oennnananun (DA) >2 mr%
. TupeoTponHslii TOpMOH
Bpoxaennslit runotupeos peotp p >20 MxkME/n
(TTI)
NMMyHOpeaKkTUBHBIH
MyxkoBuCIH103 >70 Hr/MIL.
Y e tpuncul (UPT)
>3(0 HMOJIB/T I
Bpoxaennas aucdyHkunu | 17-oKkcunporecTepon JIOHOIIEHHBIX
KOPBI HaIOYEUHUKOB (17-OI1T") >60 MMOJIB/JT JUTSE
HEJIOHOIIEHHBIX

TlamakTo3emust

I'amaxrosa (I'AJI)

>400 HMOJIL/IT
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II-ii 3Tan. OcyuiecTBisieTcss KOOPAUHATOPAaMH CKPUHHUHTA.
3akirodaeTcst B yTOUHEHHH JaHHBIX [I-ro sTama u moctaHOBKe M-
arHosa, 00ecreyeHn! JeYeHHs] U JUCIIAaHCEPHOTro HAOMIOACHUS 3a
O0onpHBIMA. I maBHbIE 3amaun 111-To 3Tama:

® 3BELICHNE POJUTENCH 1/IIN Bpaya-1eIuarpa,

® OpraHu3alus PeTeCTUPOBAHUS JIETEH;

® TIOBTOPHBII 3a00p 00pa310B KPOBU Ha TECT-OJIAaHK MIIN IIPO-
BE/ICHUE MOATBEPKIAIOIIET0 (CBIBOPOTOYHOTO) TECTA JICTSIM;

B mnocnenyromem ocyiiecTBiaseTcsl KOHCYIbTalusi peO&Hka
CHEIMAIMCTaMH: TeHETHKOM, HEOHATOJIOTOM, IHETOJIOTOM, DHIIO-
KPUHOJIOTOM (B 3aBUCHUMOCTH OT BBISIBIICHHOH MATOJIOTHH);

® perIeHre BOMpoca O CpoKax Hayasa JeuyeHus: peOeHKa;

® KOHCYJITUPOBaHUE U 00yueHHE pOouTeNeii;

® OpraHM3anus IUCIAHCEPHOTO HAOIOACHHUS 32 OOJBHBIMHU
JIETbMH;

® KJIIMHUYECKUH M Ta00paTOpHBIA KOHTPOIb 3((HEKTUBHOCTH
MIPOBOAMMOTO JICUEHHUS,

e o0y4eHHUE COTPYIHUKOB, 33JCHCTBOBAHHBIX B IPOBEICHUH
CKpUHHHTA

Menuko-reHeTH4eCKoe KOHCYJIBTUPOBAHNE CEMbHU TTPOBOIUTCS
C LIENBIO:

® BBISABJICHUS MyTallui, ITyTEM MPOBEIEHUE TOATBEPIKIAOIIEH
JAHK-nmmaraocTuky;

® pacyeTa pHUcCKa MOBTOPHOTO POXKACHUSI OONBHOTO peOeHKa B
CEMbE;

® TUTAHWPOBAHUS CIENYIONIeH OEPEeMEHHOCTH U OTpeeiicHUE
CPOKOB IPEHATAIbHON JUAarHOCTHKH.

Takum 00pazom, mporpaMMy peanu3allii MaccoBOrO oOcie-
JIOBaHUs HOBOPOXKICHHBIX HA HACIEACTBEHHBIC 3a00JIeBaHUS B
Poccuiickoit @enepannn MOKHO NPEICTABUTh B BUAE HIDKE TIPE-
CTaBJICHHOTO aropuTMa (puc.2):

19



Varan -
MEHED-
reHeTHYECKDe
OHCYNETHPOBAHWE:
OHK-gouardocTHEE,
NpPOrHo3,
npeHaTancHan
OHArHOCTHEA

TECT-OnaKE,
Ha 4 CyTEW

KHZHW
OHOIWERHDID
WT CyTen
KHZHW

HEQOHOLEH- IV aran -
Horo pebenka MOCTaHOEKA
OHATHO3A W
Ha4Yano repanduy

Ha 14-18 cyTkm

Puc. 2. Aneopumm peanusayuuy Maccoozo 06cne008anus
HOB0POHOEHHDIX

Opranuzanus mogo0HOM crcTeMbl paboThl TpeOyeT HeMalbIX
SKOHOMHYECKHX 3aTpaT, KOTOphIe B OOIIETOCYapCTBEHHOM Mac-
mTade KOMIEHCUPYIOTCS 3a CUET CHMKECHUS JI€TCKOH CMEPTHOCTH,
YMEHBILIEHHUS YMCa UHBAJIUJIOB JIETCTBA, COXPAHEHUS 3710POBbs
U paboOTOCTIOCOOHOCTH JIEYCHBIX WHIMBHUIOB, M KaK CIEICTBHE
YBEJIMUYEHUS IMIPOU3BOAMMOIO BHYTPEHHEIO BaJOBOTO IPOIYKTa
(BBII). MHOrourcneHHble HCcCae10BaH s, IPOBEICHHBIE B Pa3HbIX
CTpaHax, MOKa3aJid, 4TO 3aTpaThl HA MAaCCOBOE 0OCIeI0BaHUE HO-
BOPOXKJICHHBIX 00€CIIeUnBalOT rocyaapcTBy S-10-kpaTHyro SKOHO-
MU0 OFOJIKETHBIX CPEICTB.

B nenom, mpoBezeHre HEOHATAILHOTO CKPUHUHTA HA HACIIE-
CTBEHHBIE 3a00JICBaHUS MO3BOJIWIO MOJIYYUTh HE TOJIBKO OOBEK-
TUBHBIE JJAaHHBIE O YaCTOTE CKPUHHPYEMBIX HO30JOTHIl B Pa3HBIX
MOMYJISALUSAX MHPA, HO U TIOBBICUTH BBIABISIEMOCTh HACJIEICTBEH-
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HBIX OOJIe3HEH OOMEHa BEHIeCTB, COKPATHTh CPOKH ITOCTAaHOBKH
JIMarHO30B U Hayalla JEeYCHHUs, TEM CaAMbIM MPEIOTBPATUTh Pa3BH-
THUE TKENBIX TOPOH (paTanbHBIX OCIOKHEHUH (Tabnuua 4).

Tabnuya 4. PacnpocmpaneHHOCb CKPUHUPYeMbLx 3a0071e6aHUTi
6 HEKOOPbIX NONYIAUUAX MUpa (c600Hble 0aHHDLE N0 MAMePUATam
PA3HbIX UCHOYHUKOS)

YacToTa BCTPEUaeMOCTH CKPUHUPYEMOI ITATOJIOTHH
CrpaHna

OKY BI' MB AI'C TAJl
Bemnukobputanus 1:14000 1:4700 1:2800 | 1:17000 | 1:44000
CIIA
Ausicka 1:13914 1:4000 * 1:11000 *

1:280

(ackumocs! FOmmm)
ODpannms 1:13715 1:3500 1:4700 1:13000 | 1:32000
IIBenus 1:43000 1:3000 | 1:10000 | 1:9800 | 1:101000
Slnonus 1:100000 | 1:5700 * 1:18000 | 1:667000
Yacrora B PO B 2008 1. 1:6749 1:3686 | 1:10501 1:9113 1:36925

* _ HeT TaHHBIX

3a Bech MepHo/] MPOBEICHNUS HEOHATALHOTO CKpUHUHTA B PD
obcrnenoBano 6onee 15 MiIH. HOBOpOXKJIEHHBIX. C 1EIbI0 UICHTH-
(uKanuu TeHHBIX OOJIE3HEH, KOTOphIe HE MPOSBISIOTCS B HEOHA-
TallbHOM TIEPHOJIE, MACCOBLIM OOCIIEIOBAHHEM HOBOPOXKICHHBIX
©XKEroIHO OXBaThIBarOTCs 1,5-1,6 MIIH. HeTel, THICSIUM JEeTeH cra-
CEHBI OT TSDKEJIOW MHBAIMIU3AIIMU ¥ HEMUHYEMOM THOemu.

MOoKHO OHO3HAYHO YTBEPK/IaTh, YTO HEOHATAJIBHBIM CKPH-
HUHT Ha (PCHWIKETOHYPUIO M BPOXKIEHHBIN TUIIOTHPEO3 SIBIISCTCS
OJTHMM M3 HanOoJiee NeiCTBeHHBIX HHCTPYMEHTOB MHUPOBOM M OTe-
YECTBEHHOW NPOPUITAKTHYECKOW METUIIUHBI.

OmnbiT Poccnu 1o mpoBeIeHUI0 HEOHATATBHOTO CKPUHUHTA HA
MYKOBHUCIUI03, TaJIAKTO3EMHUIO U aJPEHOICHUTAIbHBIA CHUHIIPOM
elie HeI0CTaTOo4YeH, HO MPEICTaBISIECT OTPOMHBIA HHTEpEC, T.K.
MONYJISIIUOHHO-TCHETHUECKUE aCTIEKThl CKPUHUPYEMBIX 3a00J1eBa-
HUU HEJAOCTAaTOYHO M3YYEHBI, a pa3padoTKa BOIPOCOB IeHETHYE-
ckoll anuaemuonorni Hb nprHIMnmansHO BaXKHa Kak ¢ MpaKkTHYe-
CKO, TaK M C TEOPETHUYECKON TOUEK 3PEHUSI.
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XAPAKTEPUCTUKA 3ABOAEBAHUN
BXOAAIINX B TIPOTPAMMY HEOHATAABHOTO
CKPVMHVHTIA B POCCIUNA

DeHUAKETOHYPUST

®ennakeronypusi (dheHwranaHuHemus, (HEHUITUPOBUHO-
rpagHas onuropeHus) — oaHa M3 Hamboyiee pacpoCTpaHESHHBIX
aMUHOAUUAONATHH, OCHOBHBIM KIMHUYECKUM CHUMITOMOM KOTO-
poii SIBJIsIETCS HAapyILIEHUE U 3aJepKKa ICUXOMOTOPHOTO Pa3BUTHS,
ciaboymue, Beyliee K ICHXUIeCKOW MHBAJIHIHOCTH.

B Hacrosimee BpeMs MOA TEPMUHOM  «(DEHUIKETOHYPHS»
(DOKY) 00benuHAI0T HECKOJIBKO KIMHUYECKH CXOIHBIX, HO TeHe-
THYECKH TeTepOreHHBIX 3a0oneBaHuil: kiaccuueckyro OKY wim
OKYV I tumna, 00yciaoBIeHHYIO 1e(OUIIMTOM MTEYeHOYHOTO (hepMeH-
Ta — ¢penmnananuaruapokcunassl (LAIY), u arunuyunble (310Kaye-
cTBeHHbIE) (pOopMBI O0JIe3HHU, CBS3aHHBIE C 1e(DEKTOM NITEPHUHOBOTO
kodaktopa: @KV II, III THIIOB 1 HEKOTOPKIEC IPyTHe BAPHAHTHI.

Brnepseie 3a0oneBanue 6buto onucano A. Folling B 1934 1, B
1953 1. G. Jervis ycranoBui ¢pepmeHTaTuBHBIN 1edekT, a H. Bickel
BIIEPBBIEC MCIIOIH30BAJ /IS JIeUeHUsI OONBHBIX JIETeH JUETy C HU3-
KHM COJIep>KaHUeM (peHUIIaIaHrHa.

Honynsunonnast yacrora. CpeiHsisi 4acTOTa BCTPEYaEMOCTH
B eBporneiickor nomynsauun coctasisieT 1 nHa 10000 HOBOpOXKACH-
HBIX, OJTHAKO 3HAYUTEJIbHO BapbUPYET B 3aBUCUMOCTHU OT IOIYJIs-
uuu ot 1:4560 B Upnanauu 1o 1:100000 B Anonuu. bone3us mou-
TH HE BCTPEYAETCS CPEAM HETPOB U eBpeeB-allkuHa3u. B 98-99%
ciyyaeB @KV oOycnosneHa HenoctatouHocThio hepmenta DAL,
ocraBmueca 1-2% DKV npencraBieHbl aTUMUYHBIME (POpPMaMU
3a00J1eBaHUsL.

[lo naHHBIM cKpuHUHTA B cpenHeM 1o P® uvacrora nmaronorun
cocraisieT 1:7297 HoBopokIeHHBIX. OTMeEUaeTcsi HepaBHOMEPHbIN
XapakTep TEPPUTOPHATLHOTO pacipeaeneHns GeHUIKETOHYPHH.

ITHoJsorus. 3a0ojeBaHue BbI3BaHO MyTanueil reHa OAT, ko-
TOphI ObUT MAeHTUUIUpPOBaH B 1985 . Ha AnuHHOM meue 12
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XpoMocoMBbI B obmactu q 22-26.1. B rene @KV BwisiBieHo 6omee
300 BapraHTOB MyTaIlWH.

IlaTorenes. [lebunut neyeHouHoro pepmenTa heHunaaIaHuH-
runpokcunassl (GAI), ocymiecTBistoniero npeBpamienne GeHma-
nanuHa (PA) B Tupo3uH. [Tpu Hapymenun padotel pepmenta GAI
MIPOUCXOJUT HAKOTIIEHHUE B KeTkax DA, (eHMIHPOBUHOTPAIHOM,
(heHmIMOoueBOil, GPEHMITYKCYCHOM KUCIIOT M BTOPUYHOE HAPYIIICHHUE
oOMeHa aMHUHOKHCIIOT, OCJIKOB, JIUTO- ¥ TJIMKOIPOTCHHOB (pHC.3).
B ocHoBe nopaxeHnust HepBHOU cucteMsbl ipu KV siexuT npsmoe
Tokcuueckoi Biausinue MA 1 ero JepuBaroB, a TakKe HaApyIlIEHHE
oOMeHa MOHOAMUHOBBIX HEHpOMeINaTpoB (CEPOTOHNHA M KaTeXO-
JIAMUHOB).

|nmuaH DeHrnananu

l

DeRUANHPOBHUHO-
rpagxas kucnora

Pucynox 3. O6men penunananuna u mupo3una

Kaununka. Manugecranus @KV npoucxoant Ha nepBom roay
’KHM3HU, 00BIYHO B Bo3pacte 2-6 Mec. [IepBbIMU IposBIeHUSIMU 60-
JIE3HU CIIy’KaT BsUIOCTb pPeOEHKa, OTCYTCTBHE HHTEpECA K OKPYKak0-
IIeMy, UHOT/Ia MOBBIIIEHHAs Pa3pa)kKUTEIbHOCTb, O€CIIOKONUCTBO,
CPBITMBAHUs, HAPYIIECHUE MBIIIEYHOIO TOHYCa (Yalle MbIIIeYHas
TUIIOTOHHUS), CYIOpPOTH, NPU3HAKU aJUIEPrHUECKOro JepMaTHUTa.
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[MosiBrsieTcss XapaKkTepHBIN «MBIIIMHBINY 3amax. OTaeTTuBo ¢op-
MUpYETCS 3a/1epKKa CTAaTUKOMOTOPHOTO U MICUXOPEYEBOr0 Pa3BU-
tusi. [Ipy oTCyTCTBUM J€YeHHs] yMCTBEHHAs! OTCTAJIOCTh TOCTHUTa-
€T, KaK MpaBuIIo, TITyOOKOH CTETeHH .

PanHuM cumntoMoM 3a00JIeBaHHS MOXKET CTAaTh PBOTA, HHOTIIA
HACTOJIBKO CHJIbHAS, UTO €€ OIIMOOYHO PACIICHUBAIOT KaK MpOsBIIe-
HHUE MWIOpoCTeHo3a. B Gosee crapiiem Bo3pacTe €T CTaHOBATCS
TUINEPAKTUBHBIMH, OCYLIECTBIIAIOT O€CLENbHbIE JBHKEHUS, PUT-
MUYECKHE TOKAaYUBaHUs, Y HUX ONPEAEISETCS areTos.

ITpu ocmotpe obparaer Ha cebs BHUMaHUE TO, YTO PEOCHOK
BBIIJISIUT Oosiee OeNOKYpBIM, YeM €ro 37A0pOBbIE CHOCHI: y HETO
CBETJIasl KOXKa W roiyOble ra3a. Y HEKOTOPBIX OOJbHBIX MOSB-
nsieTcsi cebopeiiHas WM dK3eMaTOMIHAs KOKHAS ChIMb, OOBIYHO
YMEPEHHO BBIPAXECHHAS M MCYe3aromas Mo Mepe pocra peOeHKa.
VY GonbIIMHCTBA JETEeH ONPEeNItOTCs TUIIEPTOHYC U MOBBILLICHUE
DIyOOKUX CYXOXHIBHBIX pediekcoB. Okono 1/4 neteii cTpanaror
cynoporamu u 6omnee yem y 50% mosiBnstoTcst n3MeHeHus Ha D01
YacTo y HeneueHbIX JeTed ONnpeAessiioT MUKPOIe(alnio, BBICTY-
NAIOIIYI0 BEPXHIOIO YEIIOCTh C HIMPOKO PACCTABICHHBIMU 3y0aMHu,
TUTIOIJIA3UEN AMaJM, OTCTABaHHUE POCTA.

Jduarnoctuka ®KY nposoaurcs myTeM IpOBENCHUS HEOHA-
TaJbHOTO CKPUHUHTA Ha TaHHoe 3a0oieBanue. [Iporokon obcneno-
Banust Ha OKY Brtouaer:

1) nepBUYHBIN TeCT — NP BbIABICHUM KOHUEHTpauuu DA B
CYXOM IISITHE KPOBH BbIIIE 2 MI'% MpPOBOJAUTCS MOBTOPHOE 00CIe-
JIOBaHHE;

2) peTecTt — eclii IpU MOBTOPHOM aHasu3e ypoBeHb DA B Kpo-
BU IIPEBBIMIAET 2 MI'%, TO HOBOPOXKIEHHOMY YCTaHABIUBACTCS U~
arno3 runepdenmnaraanaeMus (I'OA);

3) MOJEKYISIPHO-TeHETUUECKOe HCCIeIOBaHuEe — TpsMas Ju-
arHOCTHKAa MYTAaHTHOTO I'e€Ha MPOBOJIUTCS C MOMOIIbIO CUHTETH-
YECKUX OJUTOHYKJICOTUIAHBIX 30HIOB, TOT METOJA MPUTOACH IS
noponoBoit auarHoctuk OKY u BbIsIBICHHS TETEPO3UTOTHOTO
HOCHUTEJBCTBA.
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B 3aBucumoctu ot koHuenTpauuu ®A B KpOBH U NIePEHOCH-
MocTH nmumeBoro @A I'OA noxppasznensercs Ha 4 GopMBbI:

1. Knaccuueckast @KV BbI3bIBaeTCS NOJHOM WIIM IOYTH MOTHOU
HenoctatouHocThio DAL Jns mogepskanust 6€30MacHOTO YPOBHS
koHueHTpauuu OA B ruiazme (MeHee SMr%), nuera O0JbHBIX Kilac-
cudeckoit ®KY nomkHa conepxkarh He Oosee 350 mr DA B JieHb.
be3 coorBercTByIOMIEro NeueHus y OOJNBITMHCTBA MHIANBHYYMOB
pa3BuBaeTcs IyOOKas HeoOpaTumasi yMCTBEHHAsI OTCTAJIOCTb;

2. Ymepennas OKY — pebenok moxert nonydars 350-400 mr
DA B sieHB;

3. Msarkas ®KY — narpy3ka @A B JeHb MOXKET COCTaBISThH
400-600 mr.;

4. Msirkas runepeHnIaTaHnHEMUS — TETH UMETOIINE KOHIICH-
Tpauuio PA B miiazme meHee 10 Mr% He Hy)KIarOTCs B JUETHYE-
CKOM JICYECHHUU.

Jleuenne. [maBubIM criocoOoMm neuenust KV sBusiercs auero-
Tepamnus, OrpaHNYMBAIOIIAs [TOCTYIUIEHHE B OPraHU3M IHILEBOIO
Oenka (peHmIanmaHuHA 10 MUHUMAaJIbHOH BO3pAcTHOW MOTPEOHO-
ctu. Cpa3sy nocne noarBepxkaeHus auarnoza ®KY HeoOxoammo
HauaTh HE3aMEUTUTEIHHOE, HO MIOCTETICHHOE (B TeUeHHUE 3-X JTHEH )
WCKJTIOYCHUE M3 TMUTAHHSI OOJBHOTO BBHICOKOOCIKOBBIX MPOIYKTOB
MUTaHUs, 3aMeHssT UX MasioOenkoBbIMH. Ecian pebeHok HaxonuT-
cs B Bo3pacte 70 1-1,5 mMec. u mony4aeTr TOJIbKO TPYAHOE MOJIO-
KO WJIM €TO 3aMEHHTENb — €ro IMOCTENIeHHO MPUYYaloT K JedeOHON
MOJIOYHOM CMecCH, HE MEHsia pexkuma kopmiieHusa. CyliecTBYIOT
CHeIHabHbIC JIedeOHbIe MPOAYKTHI MUTAHUS i 00IbHBIX DKY,
KOTOpbIE NPOU3BOAATCS HAa OCHOBE THMIpOJIM3aTa Ka3euHa WU
cmecu aMmuHOkuCnoT: Jlopenanak, @enun-Opu, Hodenan, oreye-
cTBeHHBbIN Terpaden u apyrue. B pannon 6071bHBIX BXOISAT OBOIIIH,
(GPYKTHI, COKH, a TaK)Xe CHelHaIbHbIE MaJOOEIKOBBIE MPOITYKTHI
(caro, xy1€0, BEpMUIIEIb, KPYIIKa, IPUTOTOBJICHHBIE HA KpaXMaJb-
HOM ocHOBe). O1HaKO, B IIEPHO/l HHTEHCUBHOTO POCTA U PA3BUTHUSA
pebeHKa MOCTyIUIeHHe Oellka B OpTaHW3M JIOJDKHO OBITH J0CTa-
TOYHBIM. J[epHUIuT ero He3aMeUIUTEILHO OTPAa3UTCs Ha Tpolecce
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(hopMupOBaHUS BCEX OPTaHOB U cucTeM. [103TOMy Henb3s MOITHO-
CTBIO UCKJIIOYUTH U3 PAIMOHA HOBOPOXKJIECHHOTO MaTePUHCKOE MO-
J0K0. JIJISI KOPPEKIUU MUTAHUS JCTSIM JIAFOTCSl OCJIKOBBIE THJIPO-
JIU3aThl, JINIICHHBIE (eHIIATaHnHa, HO COJEpIKAIINe BCe APyTre
HE0OXOMMbIE aMHHOKHCIIOTHI. bOJIbHBIC HY)KIAIOTCS B JOOJHU-
TETHLHOM BBEJICHUU BUTAMUHOB, 0COOEHHO, TpymIbl B, MuHepaib-
HBIX BEILIECTB U MUKPO3JIEMEHTOB.

Iporuo3 st )KU3HU, UHTEIUICKTA ¥ PENPOAYKIIUU MPU yCIIO-
BHH CBOCBPEMEHHO HAUaTOTO W aJ[cKBATHOTO JICYCHUSI — OJIaronpu-
SITHBIMN.

BpOXKAEHHbIV TUMOTHPE03

Bpo:xnennniii runorupeo3 (BI') — onqxo u3 nHanboiee pacmpo-
CTpPaHEHHBIX 3a00JIEBaHNN IIMTOBUIHOM JKENE3bl y JIeTeH, COIpo-
BOYK/IAtoIIeecss OTHOCUTEIbHON MM aOCOMIOTHON HE0CTaTOuHO-
CThIO THUPEOMJHBIX TOPMOHOB, XapaKTEPHU3YIOLIEECs 3aJep:KKOU
(hU3MIECKOro U HEPBHO-TICUXUYECKOTO PA3BUTHSI, META0OINICCKH-
MM PacCTPOMCTBAMH U HEBPOJIOTMUECKUMHU HAPYIICHUSIMU.

JtHogaorus. BI' — reteporennas rpynmna 3adosieBanuii, pa3iu-
YaroLascs M0 JJOKaJIU3aluy, IPUIMHAM BOSHUKHOBEHUS U CTETIEHU
BBIPQXKEHHOCTH MATOJIOTMUYECKOro Ipoliecca. BeIAensoT nepBuy-
HBI, BTOPUYHBIA, TPETUYHBIN U Tiepu(eprudecKuii BpOXKICHHBII
runotupeo3. Hanbonee mupoko pacrnpocrpaneH nepBuyHbiii BT,
KOTOPBI pa3BUBAETCS BCIEACTBUE TUCTEHE3HH (aria3uu, TUIOTIa-
3UH, AUCTOIMHU) IIUTOBUIHOM HKeJe3bl, BCTPEUAETCs C YaCTOTOH OT
1:2000-7000 u coctasnser 85-90% Bcex ciyuaes BI. Bropuunsiii
U TPETHUYHBIA TUIIOTHPEO3, 00yciIOBIeH MOP(HOPYHKIIMOHAIBHOM
HE3PENIOCThI0 TUIOTATAMO-THIIO(QHU3apHONH CHCTEMBI M XapakTe-
pusyercs HM30JUPOBAHHOW HEIOCTAaTOYHOCTBIO TUPEOTPOITHOIO
ropmoHa (TTI) wnaM MaHTUNONUTYUTAPU3MOM, BCTpEYaeTcsl He
6omnee yem y 3-4% OGompHBIX ¢ gactoTtoit 1:100000. Kpaiine pen-
Ko (hOpMOHi SIBJISETCS HACTIEICTBEHHO OOYCIOBJICHHAS AaTONIOTUs
MEMOpaHHBIX PELENTOPOB, COMPOBOXKAAIOIIASACA PE3UCTECHTHO-
CTBIO TKaHEH K THPEOWJHBIM rOpMOHaM — mnepudepudeckuii BI.
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Cy1ecTBYIOT TaKKe CEMENWHBIE, ayTOCOMHO-PELIECCUBHO HACIETy-
emble popmbl BI, 00ycoBiIeHHBIE TUCTOPMOHOT€HE30M, COIIPOBO-
KJAIOIMecs BPOXKICHHBIM 3000M M BCTPEYAOILIUECS ¢ YacTOTON
1:30000-50000. Kpome TorO, CieayeT OTMETUTh, YTO CUMIITOMA-
TUYECKHU TMIIOTHPE03 MOXKET BXOJUTh B COCTAB Psila MOHOTEHHBIX
¥ XPOMOCOMHBEIX CHHIPOMOB: CHHIPOMBEI Moxancon-Bnm33apa,
[Tenapena, Xobdmana, layna, [llepemesckoro-Teprepa.

Ocoboit popmoii 3a0oneBaHus ABISETCSA TPAH3UTOPHBIN TUIIO-
TUPEO03, 00YCIOBIEHHBIN MPUPOAHBIM ASPUIIMTOM Hoja B peroHe,
MaTOJIOTUEN IIUTOBUIHOM XKeJIe3bl y MAaTePH, 3a/1€P>KKOM BHYTPHY-
TPOOHOTO PAa3BUTHS, TMIOKCHEW, NEPHUHATAIBHBIM MOPAKEHUEM
HHC u T.1. TpaH3UTOpHBIN THIIOTUPEO3 HOCUT BPEMEHHBIN Xapak-
TEp W MPOXOAMUT CIIOHTAHHO, OJJHAKO JakKe HETPOIOKUTEIbHBII
Ne(GUIUT THPEOUAHBIX TOPMOHOB HEONAroNpHATHO CKa3bIBACTCS
Ha pa3BUTHU peOeHKa.

Honynsunonnass yacrora. Yacrora nepsuudoro BI' Bapbu-
pyer ot 1:2000 y narunoamepukaniies 70 1:30000 y nui Herpou-
HOM packl 1 B cpeHeM coctasisieT 1:2000-1:7000. BerpeuaemocTsb
BI' cpenu HoBOpOokneHHbIX EBponbl u CeBepHOl AMepHKH co-
crasiger 1:4000-5000, B Anonun — 1:60000-70000. BpoxneHHbIi
nzonupoBanubid nepunut TTI BcTpedaercs y 3-4% OONBHBIX €
yacTtoroil 1:100000.

IlaTorene3. B ocHoBe m060i1 (GOpPMBI T'MIIOTHPEO3a JICKUT
Ne(UIUT THPEOUIHBIX TOPMOHOB, KOTOPBIA BEIET K TPyObIM Ha-
PYLIECHHUSIM TPOIIECCOB pocTa U AudHepeHIIpOBKY OPraHOB U CH-
CTE€M OpTraHH3Ma, IIPU ATOM OOJIbIIE APYTHX CTPATAET LIEHTPaAJIbHAS
HepBHas cucteMa. [ MmoTUpOKCHHEMUS IPUBOJUT K 3aA€PIKKE IIPO-
LIECCOB MHUEJIMHE3allMd HEPBHBIX BOJIOKOH, CHM)KAET HAKOIICHHUE
JUNHUIOB U TIIMKOTIPOTEUJOB B HEPBHOW TKAHU, YTO B KOHEYHOM
WTOTE BBI3bIBaCT MOPGOPYHKIIMOHAIBLHBIC HAPYIICHUS B MeMOpa-
HaxX HEHPOHOB M MPOBOAALIMX MyTAX MO3ra.

Kannuka. Knunuueckue cuMntoMbl OOJIe3HHM cpasy IOCIHe
POXKIICHHUS HE3HAYUTENbHBI, HeCTIEIM(PUIHBI WX BOOOIIE OTCYT-
CTBYIOT, 4YTO MOXET OBbITH 00YCIIOBIICHO:
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1) 3amMTHBIM JIeHiCTBHEM MaTEePUHCKUX THPEOHIHBIX TOPMO-
HOB;

2) HopManbHBIM YpoBHEM T3 Ha poHe cHUKEHHOTO ypoBHS T4.

BrIpakeHHOCTh CUMIITOMOB (€CJI OHU €CTh) 3aBHCUT OT IPH-
YUHBI, TSHKECTU U CPOKOB BOSHMKHOBEHUs runorupeosa. Ecnu sB-
HbIE€ CUMIITOMBI OTMEUAIOTCS YK€ Ha IEPBOM Hesene KU3HU, MOX-
HO 3aII0/I03PUTH TSKEJIBIN U POJOIKUTEIbHBIN BHYTPHYTPOOHBIN
TUIIOTHPEO3.

Tunuynas knuHUYeckas kaptuHa BI' y HOBOpOXIEHHBIX, Jie-
TeH MepBOro MecsIa KU3HH, KOIia KpaHe BaKHO IIOCTAaBUTh JHa-
rHO3, Habmomaercs Bcero B 10-15% ciryuaes.

HaubGonee tunmyHbIMU mpu3HaKamH 3a00J€BaHUA B PAHHUN
MIOCTHATAJIbHBIHM MEPUO/T SIBIISIOTCS:

® [IPU3HAKU HE3PEJIOCTU MPHU JOHOIIEHHON WM NEPEHOIIEH-
HOI O6epemeHHoCcTH (pumepHO B 30% cpok GepemeHHOCTH Oosee
40 Henenb);

® TUCHPOTIOPLHOHATBHOE TEJIOCIOKEHHE, MAKPOCOMUS (MacChl
Tena npu poxkaeHuu 6omnee 3500 1., uto BbImIe S0-i MPOLIEHTHIIN, &
OKPYKHOCTB T0JI0BHI Oosiee 70-ii mpoLeHTHIIN);

e Oe3pa3nuuue K MpUeMy MUIIN U KHUJIKOCTH;

e OiieZIHOE OYTIIOBATOE JIMIIO, MHOTIA CO CIU3UCTBIMU OTEKa-
MU, TIOJTYOTKPBITBIH POT, MaKpOIIIOCCHs (LIMPOKUN «pacIuiacTaH-
HBII» S3BIK);

® HU3KUH, rpyObIi roJ0c;

® [JIOCKas WM BHaias MEPeHOCUIIa, TUIIEPTEIIOPU3M;

® YBEJIMUYCHHE POAHUYKOB (OCOOEHHO MAJoOro), PacxoxIeHHe
LIBOB YEpera;

® HapyIllIEHHO! NPONOpLUUEN Tesla: AITMHHOE TYJIOBUILE, KOPOT-
KH€ HOTH, KOCTHBII BO3pPACT OTCTAET OT MACIOPTHOTO.

® KOXa Cyxasi, XOJIOJ{Hasl, TISITHUCTAs (MpaMOpHasi KOXKa);

® keNTyXa (3KeNTyXa HOBOPOXKJEHHBIX C MPSMOW THUmepOouIu-
pyOnHEeMHel WK CTOMKas JKeNTyXa ¢ HepSIMOM runepounnpyou-
HEMHEH U3-3a HEJI0CTATOYHOCTH IIIIOKYPOHUITpaHC(epassbl);

® BBIIISTYCHHBIN JKHUBOT, TyTIOYHAs IPHIKA;
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® MBIIIEYHAS TUIIOTOHUS, 3aMEIJICHNE CyXOKUIIBHBIX pedlieK-
coB 3a cyeT (ha3bl paccialieHus;

e c1a00BBIPAKEHHBIN WIIM OTCYTCTBYIOIINUNA COCATENbHBIN ped-
JIEKC;

® OBICTpasi yTOMIIIEMOCTb;

® BSIJIOCTH JIBMIKCHUU;

® JIOKQJIM30BAHHBIE OTEKHW B BHUJIE IUIOTHBIX «IOIYIICYEK» B
HAJKIFOYUYHBIX IMKaX, ThUIbHBIX TOBEPXHOCTIX KUCTEH, CTOII;

e [103/IHEE OTIAJEHUE IMYIIOYHOTO KaHATHKA, II0Xasl SIUTENIH-
3alys ITyTIOYHON paHKU;

® [103/JHEE OTXOXK/IEHUE MEKOHMSI, CKIIOHHOCTB K 3a110pam

e rajaxkTopesi, 00ycIoBJIEHHAas MOBBIIICHUEM YPOBHS MPOJaK-
THHA.

JIro60i1 n3 cuMnTOMOB BeTpeyaeTcs: MeHnee 4yeM y 30% HoBopo-
JKIEHHBIX C THIIOTUPEO30M.

Haubonee tunnyHble KIMHUYECKUE MPU3HAKK BPOXKIEHHOTO
TUIOTHPE03a BKIKOYEHBI B IIKaIy Anrap, HOMOTaloNIyl0 B paHHEM
KIMHUYECKOM cKpuHUHTEe BI' (Tabnuma 5).

Tabnuya 5. lllkana Aneap onsa ouaznocmuxu BI'
¥ HOBOPOHOEHHVIX

Kiaunnyeckwuii npusHak Konnuecrso 6as1os

[\

[Tynounas rpenxa

OteyHoE JTUI0
3anopsl

JKeHckuit mon

BHCI{HOCTL, TUTIOTEPMHUS KOXKH

VBEeTHMYEHHBIH S3BIK

MpliieyHast THIIOTOHUS

XKenryxa 6onee 3 Henenb

[lenymenue u cyxocTb KOXKH

OTKpBITBIN 3aAHUH POTHUYOK

Bepemennocts 6onee 40 Henenb

—_— === = = ===

Macca tena npu poxaenuu 6omnee 3500 rp.

IIpu cymme Gosee S5 6ayl0B ciyyail momo3puTesieH Ha
BPOKIE€HHBII TUIIOTHPEO3.
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Ecnu auarnos runotupeosa He ObUT YCTAaHOBJIEH CBOEBPEMEH-
HO, TO POCT U Pa3BUTHE pEOEHKaA 3aJIepPKUBAIOTCA. 3aJepiKKa po-
CTa 3aMeTHa yxke B Bo3pacte 3-4 mec. CienyeT 0)Kuiarh TakxKe 3a-
JIEPKKU TICKXUIECKOTO PA3BHUTHUS M TOSIBICHUST HEBPOJIOTUIECKUAX
CUMITOMOB — aTaKCHM, HApYyIIEHUS KOOPAMHALMM JIBUKEHHH,
MUPAMUIHBIX CHUMIITOMOB (CHAaCTHYECKasl JUILIETHUs), TUIIOTOHUN
W CIIACTUYHOCTH MBIIII, HEUPOCEHCOPHON TYrOoyXOCTH M KOCO-
ria3us. HaOmiomaroTcst CHIDKEHHBIM ammeTuT, 3aTpyIHEHHs Npu
[JIOTaHUM, TJI0Xasi npubaBka B Macce Tejla; METEOPU3M, 3aIllophl;
CYXOCTb, OJIE/THOCTB, IETyIIEHUE KOKHBIX TOKPOBOB; TUTIOTEPMHUS
(XONOAHBIE KHMCTH, CTOIBI); CyXHE, TYCKJIbIE BOJOCHI, MBIIIEUHAS
TUIMOTOHUS.

B Gomnee no3muue cpoku, mocne 5-6 MecsIeB KU3HH Ha Tep-
BbII IJIaH BBICTYIAET HapacTaroLas 3aepkKa ICHXOMOTOPHOIO U
¢uznueckoro pazsutud. [Iponopuuu tena y aereit ¢ BI' nmpubmu-
KAIOTCS K XOHJIPOAUCTPO(YUUECKUM, OTCTAET PA3BUTHE JIMILIEBOTO
ckesera (IIMpoKast 3amaBliiasi IEPEHOCHIA, TUIIEPTEIIOPU3M, O3~
Hee 3aKpbITHE POIHUYKOB). 3ama3/ibIBaceT MpOpe3bIBaHKUE, a MO3/-
Hee U cMeHa 3y0oB. Y 6onbHBIX BI' oTMeuaeTcs kapanomeranus,
TIYXOCTh CepACYHBIX TOHOB, CHIDKEHUE apTeprUaIbHOTO JTaBICHHUS,
Opanukapausi.

[Ipu peHTreHonorn4eckoM UcciieJOBaHUM KOHEYHOCTEH OTMe-
qaeTcs 3aJiep)KKa TIOSBICHUS SJep OKOCTCHEHHUS, NX aCCUMETpPHS,
HapylIeHHE [T0CIEe0BATENIbHOCTH NOABIEHU. [[aTorHOMOHNYHBIM
MIPU3HAKOM SIBIIAETCS AMU(PU3APHBIN TUCTEeHE3.

Ctpazaer yMCTBEHHOE pa3BUTHE: peOCHOK MO3/IHO U C TPYIOM
y3HaeT MaTb, ¢ OOJBIIMM OIO3/laHHEM pa3BuUBaeTcs peub. Ilpu
OTCYTCTBHMHM aJI€KBAaTHOTO JICUECHUS] BOSHUKAET HApyIIEHUE MHTEN-
JIEKTa, KOTOPOE HOCUT HEOOpaTUMBI XapaKTep, MHOTA BIIOTH /10
Pa3BUTHUS OTUTOPPEHUH.

3anono3puTh TMIIOTUPEO3 Y HOBOPOXKIECHHOTO TOJIBKO HA OCHO-
BaHUM KIMHUYECKUX MPU3HAKOB yaaercss He Ooiee ueM B 5-10%
CIIy4aeB.

Juarnoctuka BI' ocHOBBIBaeTCs Ha JaHHBIX TOPMOHAJIBLHOTO
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cTaryca (THIepTUPEOTPOITMHEMHUS M THTIOTHPOKCUHEMHS ), PE3YIib-
tatax Y3U muTOBUIHON >Keie3bl (aruiasusi, TMIomia3us, JUcTo-
nusl) ¥ pagruou30TONMHOrO CKaHUupoBaHus. [Ipu oTcyTcTBUM BU3Y-
aJu3aliyd MIMTOBUIHOM JKeJe3bl MPU MPOBEACHUHN PaJHOU30TOI-
HOT'O CKAaHUPOBAHUS IMAarHO3 HE BBI3BIBAET COMHEHUN. DTOT METOL
uccnenoBanus (B omure oT Y3UW) mo3BoisieT BBISIBUTh JTUCTOIH-
YECKH PACIOJIOKEHHYIO TKaHb IIMTOBUAHON jkene3bl. B nuarno-
CTMYECKUX IeNIIX BBICOKOMH(POPMATUBHBIM METOJIOM SIBIISIETCS
orpesiesieHre THUPeoroOy/inHa B CHIBOPOTKE KPOBH Kak MapKepa
HaJIMYUs TKAaHW ITUTOBUIHOMN KeTe3bl/

Juarnoctuka. HeonaranbHblii ckpuHuHr. [Ipotokor obcie-
noBanus Ha Bl Brimrouaer:

1) nepBUYHBINA TecT — npH BbIsBIeHUH KoHUeHTparuu TTI B
cyxoM mnsTHe KpoBu Bbime 20 MkME/mit mpoBoauTCSt IOBTOpHOE
o0ceaoBaHueE;

2) perecT — eciiu MpH MOBTOPHOM aHaim3e ypoBeHb T T B kpo-
Bu mpeBbimaer 20 MKME/Mi1, To HOBOPOXIEHHOTO BKJIIOYAIOT B
rpynny pucka no BI.

3) pexomenyetcst onpenaencHue yposus TTI T 4 c¢B. B 0Opas-
[1aX CBIBOPOTKY KPOBH U MPH BBISBICHUH THIIEPTHPEOTPOITHHEMUH
U TUMOTUPOKCUHEMHMH — YCTAHABIMBAETCS JIMAarHO3 BPOXKIACHHBII
TUIIOTUPEO3.

4) ¢ uenplo BU3yaln3alii HIUTOBUHOMN Kejle3bl PEKOMEH/10-
BaHO nposejeHne Y3U mUTOBUIHON Kene3bl WIM CLUHTUPOBA-
HUE.

Jleuenne. [IpuHUMas BO BHUMaHUE BBICOKYIO UYBCTBHUTEIb-
HOCTh (PETaIBbHOrO W HEOHATAJIBHOTO MO3ra K HEeIO0CTaTOYHOCTHU
TUPEOUJHBIX TOPMOHOB, IPOBEACHHE 3aMECTUTEIBHON TOpMO-
HAJBHOW TEpaNuy SBISIETCS HEOTIOKHBIM MEPONPUATHEM U OCY-
LIECTBIIAETCS MpenapaTaMy JIEBOTUPOKCHHA, C y4€TOM HHIAUBHUY-
AJIbHBIX KIIMHUYECKUX U JIAOOPATOPHBIX JAHHBIX.

K HacrosimeMy BpeMeHH yCTaHOBJIEHO HECKOJBKO (paKTOPOB,
prusttormux Ha [Q y aereii ¢ BI. Haubosee 3HaYMMBIMU 13 HUX OKa-
3amuch no3a L-T4 u Bpemst Hauana nedenus (tabnuia 6). OnHaxko,
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MOSIBUJIMCH JAHHBIE, CBHUICTEILCTBYIOIIME O TOM, YTO IIPOTHO3
UHTEJUIEKTYaIbHOTO pa3BUTUs peOeHka ¢ BI' 3aBucut Takxke or
JPYTUX MPUYMH: TSHKECTh IPEHaTalbHOro Je(UIHUTA TUPECOUIHBIX
TOPMOHOB, aJ€KBAaTHOCTb IPOBOJUMOM 3aMECTHTEIIBHOM TOpMO-
HaJIbHOI Tepanuu (0COOEHHO B IIEPBbIE TOJIbI XKU3HU peOeHKa), Ma-
TOJIOTUsl OEPEMEHHOCTU U POJOB, HACIEICTBEHHOCTh U COLIUAIIb-
HOE OKPYXXEHHE.

Tabnuuya 6. Jo3vt L-mupokcuna 0ns neueHus

demeii ¢ BT’
Bospact L-TupokcuH, MKr/cyT L-THpoKcHH, MKI/KT/CyT
J171s1 HEIOHOLIIEHHBIX 8-10
0-3 mecsa 15-50 10-15
3-6 MecsiLeB 25-50 8-10
6-12 mecsimeB 50-75 6-8
1-3 roma 75-100 4-8
3-10 et 100-150 4-6
10-15 ner 100-150 3-4
Crapiue 15 net 100-200 2-3

B xommekc neueOHbIX Mepornpusatuil mpu Bl cnenyer Britto-
4aTh CHMIITOMATHYECKYIO TEpaNuIO (aHTHAaHEMUYeCKas, aHTHUpPa-
Xxutudeckas, ButamuHorepanus), JIOK, maccaxk, HOOTpoIHbIE
Ipernaparsl.

IIporuo3 1 )xu3HK, NHTEIIEKTA U PETPOLYKLUH IIPH YCIOBHU
CBOEBPEMEHHO Ha4aToro 1 aIcKBaTHOTO JICUCHHUS — OJIarONPUSATHBIMN.

BpOXXACHHQST rneprAQamsi Kopbl HOAMNOYEYHMKOB

Bpoxnennas runepiiiazusi Kopbl Haanoyeunnkos (BI'KH)
(ampeHOTeHNUTANBbHBIA CUHAPOM, BPOXKICHHAS TUCQYHKIHS KOPbI
HAJMOYEYHHUKOB) — IpyIia 3a00J1€BaHUI, B OCHOBE KOTOPBIX JIEKUT
nedexT oMHOro U3 (EPMEHTOB I TPAHCIOPTHBIX OEITKOB, TPUHU-
MAaloOIIKX yJacTHe B OMOCHMHTE3e KOPTHU30JIa B KOpE HaAMOYSUHH-
KOB. XpOHMYECKHUN Je(ULIUT KOPTU30J1a IPUBOJUT K HOBBIILIEHUIO
cekpeunu AKTI, pa3BuTuio runepiasui KOpbl HaIOYEYHUKOB U
HAKOIJICHHIO MEeTa0OJMTOB, MPEIIICCTBYIOMINX JAePEKTHOMY dTa-
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Iy CTEPOUAOIEeHE3a, a TAKKE K aKTUBALIMK aJIbTEPHATUBHBIX ITyTEH
CUHTE3a CTEPOUJIOB.

Knacenpuxanusi. BpiaemsiioT 1mecTh KIMHUYECKHX (hopm
BJIKH, B ocHOBe KiacCH(pUKaIMK JeKaT HapylIeHus (epMEHTOB
KaTaJIM3UPYIOIIMUX Pa3IMYHbIE 3Tallbl CTEPOUIOreHes3a, 00yCloB-
JIeHHbIE 1e(hpeKTaMHu CEMU T€HOB:

1. JlunouaHasi runepnanas’usi HAANOYEYHUKOB (IeeKT
StAR-npotenna wnu cunapom Ipanepa) — censt STAR u CYP11A;

2. Nedumur 3PI'CJ (3p-ruapoxcucreponiieruiporeHasbl)
—een HSD3B2;

3. depumur P450c17 (170-rumpokcmnassl/17,20-1mma3za wim
cunapoM bernuepn) — een CYPI7A41,

4. lepuunt P450¢c21 (21-rugpoxkcunasmbl) —een CYP21A2;

5. Nepuuut P450c11 (11p -ruapoxcunassl) — een CYPIIBI;

6. lepuuut P450 oxcupopenykrasnl — cen POR.

Haubonee pacnpoctpaneHHbIMU SIBISIOTCS (OpMBI 00YyCIIOB-
neHHble nedexkramu reHoB CYP21A2 (6onee 90%) m CYPIIBI
(okono 5%), KOHTPOIMPYIOIIKE HAANOYEYHUKOBBIA CTEpOUOre-
He3. Mytaruu renoB HSD3B2, CYP17A41, CYP17A41, STAR n POR
BCTPEUAIOTCS TOPA3I0 PEKE M BIEKYT 3a cOO0I HapyIIeHHE CTEPO-
UJ0OTeHe3a HAaIMOYEYHNKAX U B TOHAIaX.

Tpu popmsr BAKH npuBoasT k pa3BUTHIO MEPBUYHON HaJ-
MMOYEYHUKOBON HEOCTATOYHOCTH C MHHEPAIKOPTUKOUIHBIM KOM-
TIOHEHTOM: JIMIIOMJHAS TUIIEpIana3us HaJIOYeYHUKOB, NEPUIIUT
3BI'CH, nepunur CYP21.

Hepuumt 21-ruapoxcniassl (P450c21) — ogHO K3 cambIxX ya-
CTBIX BPOX/IEHHBIX ()epMEHTATUBHBIX HAPYIICHUH CTEPOHIOTCHE-
3a, coctaBisier 6onee 90-95% Bcex cnyuyaeB BIKH. Knunnuecku
M3BECTHBI J[Ba KJIACCUYECKUX BapHaHTa HEI0CTaTOYHOCTH 21-ru-
JPOKCWIIa3bl (COJNBTEPSIIONIAs W TPOCTas BUpWIbHAS (opma) u
OJIMH HEKJIACCUYECKHI.

IMonyasiuMoOHHAs YAaCTOTA KIACCUYECKUX BapUAHTOB 3a00J1e-
BaHUs, paCCUMTaHHAs 10 JAHHBIM HEOHATAJILHOTO CKPUHHHIA, B
pa3nu4HbIX nomysauusax konebnercs ot 1:10000 go 1:18000 Ho-
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BOPOXKJIEHHBIX. Upe3BbIUaliHO BBICOKAs YaCTOTA BBISBIECHA B JBYX
M30JIMPOBAHHBIX MOMYJSALUAX: y 3CKMMOcoB FOmnmu, npoxusaro-
mux B 3anaanon Amsicke — 1:280 u y sxuteneit octpora Jla Pynbon
B Munniickom okeane — 1:2100.

Yacrora BCTpeyaeMOCTH HEKJIACCUYeCKOr (opMbl aeduunra
21-ruapokcuiasbl B 001Iel NOMyIauu o4eHb Bbicoka 710 — 0,3%,
B cpeaHeM kosnebiaercs ot 1:27 mo 1:333. A B HEKOTOPBIX 3THUYE-
ckux rpynnax emie Boime: 1,6% B FOrocnasuu, 1,9% B Ucnanuu,
3,7% y eBpeeB 3anannoii EBponsl (Ashkenazi).

JtuHonorus. I'en 21-ruapoxcunaszsl (CYP21A2) kaprupoBan
Ha KOPOTKOM Iuiede XpoMocombl 6 (6p21.3) BHYTpH CIOKHOTO
komriiekca HLA-reHoB, koaupyromux OenKky rIaBHOTO KOMILIEKca
TUCTOCOBMECTUMOCTH. B Hacrosiiee Bpemsi n3BectHo okosio 100
MyTanmid, o0yciosiuBaromux passurue BJIKH.

JIiig mpeHatanabHOM AMArHOCTUKH MOJIEKYISIPHO-TEHETUYEe CKUI
METOJI SIBJISICTCS] €IMHCTBEHHBIM JI0CTOBEPHBIM CIIOCOOOM BBISIBIIC-
HUs 3a00JIeBaHMS U €T0 (POPMEBI y TUTOA.

IMarorene3. Ilpu Hemocrarounoctu 21-rupokcunasbl O110-
Kupyercs mnpespauieHue 17-rugpokcunporectepona B 11-me-
30KCHKOPTH30J M IPOTeCTepOHa B JI€30KCHKOPTUKOCTEPOH. B
MIEPBOM CITydyae MPOUCXOAUT CHUKEHUE 00pa30BaHUsl KOPTU30JIa
1 HAKOIUUIEHUE ero NpeAlleCTBEHHUKOB, TaKUX, KaK 17-TUApOK-
CUIIPOTECTEPOH U 17-ruApOKCUIIPETHEHONIOH. Bo BTOpoM — BO3-
HUKaeT AeUIHT aJIbJOCTEPOHA U HAKAIIIUBAIOTCS MPETHEHOIOH
u nporectepoH. VX u30BITOK B CETYATOM CJIO€ KOpPbI HAAMOYEy-
HUKOB TIPUBOJUT K TIOBBIIICHUIO YPOBHS HAJIOYEYHHUKOBBIX
anzaporeHoB. Jlepumut 21-ruapoxcunazbl MPUBOIUT K HENO-
CTAaTOYHOU MNPOAYKIMH KOPTH30Ja, YTO BBI3BIBACT IMOBBIIICHHE
cekpeunn AKTI' um mpuBOAMT K runepruiasud HaJIlOYEYHHKOB
(puc. 4).

MuHepaaoKOpTUKOUAHAS HEAOCTaTOYHOCTh PAa3IMYHOM CTene-
HU BBIPQKCHHOCTH BBISABIISIETCS Y eTel ¢ neuuTom 2 1 -ruapok-
cwias3bl. CHMKEHHME YPOBHS J1€30KCMKOPTHKOCTEpOHA M allbJ0-
CTepOHA MPHUBOAMUT K CHUKEHUIO peabcopOIMK HaTpUs B MOYKaX,
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KOHIIEHTpAIUsI HATPUsI B CHIBOPOTKE KPOBHU MAJIA€T U BO3PACTAET
noueyHasi peabcopOrusi kanusi. Pe3ynbraToM 3THX HapyIICHHH
SIBJISICTCS] TUTIOHATPUEMUS, TUTIEPKATUEMHUS, alllJ103, TTOTEePsT KU~
KOCTH. B OTBeT Ha CHIKEHHE BBHIPAOOTKH MHUHEPATOKOPTUKOUIOB
BO3pacTaeT PEHWHOBAsl AKTHMBHOCTH IUIA3Mbl, MOBBIIIAETCS YPO-
BeHb aHTHoTeH3uHa II.

XostecTepuna

P450scc l
P450c17 17 20lvase
e T >  17-OH NpPerHeHo/ION — 5 RErMAPOINHAHAPOCTEPOR
IBHSD ==t e et oD L IR S A A TS
< P450c17
nporecrepon - 17-OH nporecrepon — > ASEagpocTenaANoOn
178BHSD P450aro
P450c2l —{— = === —m—————mm
TeCTOCTepon ICTPOH
REeIOKCHKOPTHKOCTEPOR 11-gezosccrcopTrHzon
P450aldo P450¢cll P4SO:I'N l 17BHSD
KOPTHKOCTepoR ropmuzon IcTpARHOS
P450aldo
18- 0K CHKOPTHKOCTEOPOH
P450aldo
L
ansdocmepon

Pucynox 4. Memabonusm cmepoudos u zeHemuueckue 6apuanmol
aopeHozeHUManvbHo20 CUHOPoOMa

Kaunuveckue nposijienus nepuuura 21-ruipokcuiassol.
HpeHﬂmaﬂbH(Ilﬂ 6”}7”/1143&1414}[

Knaccuueckuit  Bapuant 21-rufipokcuia3HON HEIOCTaTOY-
HOCTH TPHUBOJAUT K BBIPAKEHHOW THMIIEpaHApPOreHHH, (HOopMuUpy-
foleiics eme BHyTpuyTpoOHO. Ilpeamomaraercsi, 94To axTHBHAas
BUpUIU3aNMs Tuioa HauuHaeTcs ¢ 20-25 Hejenu rectanuu, Koraa
dhopmupyercs Bnusinue AKTI Ha SMOpHOHATLHBIN HAJTOYEUHUK U
HAuMHAET CUHTE3UPOBATHCS KOPTU30J. BHYTpryTpoOHas runepas-
JPOTEHUS PUBOIUT K aKTUBHOW BUPHIIN3AIIMU HAPYKHBIX TEHUTA-
nuii, 4To Hanbosee ApaMaTUYHO BBIpaXKEHO y feBouek. K MomeHTy
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POXIICHHS Hapy’>KHbIE TEHUTAJIUH JIEBOYKH UMEIOT OHCEKCyallbHOE
CTPOCHHUE: KIHUTOpP THIEPTPOPUPOBAH, OTMEUACTCS pa3IMYHON
CTEINEHH BBIPA)KEHHOCTHU CpallleHHe CKpOTojlabuanbHOro msa. B
HEKOTOPBIX CITy4asX BHYTPUYTPOOHas aHIPOTCHU3AIHS HACTOIEKO
BBIPAKEHA, YTO HAPy’KHbIE TCHUTAJINU PAKTUYECKNU COOTBETCTBY-
FOT MY>KCKHM, U JIEBOYKA OMIMOOYHO PErHCTPUPYETCS U BOCIHUTHI-
BaeTCsl KaK MaJbuMK. BapuaHTbl pa3ivyHON CTENeHW BUPUIIN3aA-
MU HAPYKHBIX TCHUTAIIUI paHkupyroTcs Ha 5 creneneit (Prader).
Toukoit oTcuera SBISIOTCS HOpPMaJbHbIE HApPYXKHbIE T'€HUTATHU
JICBOYKH (BUPHIM3ALMS OTCYTCTBYET). MakcuMaiabHasi CTEICHb
BUPWIN3ALUNA COOTBETCTBYET HOPMAJILHOMY CTPOECHHIO FTEHUTAINI
MajbuMKa. -1 cTeneHb BUPWIM3ALMM — TUIIEPTPOPUs KIUTOpa U
HOPMaJIbHBIN BXO/J] BO Biarajuuie. 2-s1 CTeleHb BUPUIN3ALUN — TH-
nepTpodust KIUTOPA U YaCTUYHOE CpallleHHe OOJBIINX IMOJOBBIX
ry0 (BbICOKas 3aJHsis craiika). 3- CTeNeHb BUPHIN3ALUU — KITU-
TOp TUNEPTPOPUPOBaH U cPOPMHUPOBAHA €rO TOJOBKA, CPAIICHUE
MOJIOBBIX I'y0 ()OPMHPYET YPOTCHUTAIBHBIN CHHYC — €MHOE MOYe-
MI0JIOBOE OTBEPCTHE Yy OCHOBAHMS KIUTOpa. 4-5 creneHb BUPUIIU-
3alliU — TUIIEPTPOPUPOBAHHBIN KIMTOP HAIIOMUHAET HOPMAJIbHBIH
MIOJIOBOM 4JIEH, OJIHAKO, UMEETCsl ero MCcKpuBieHue ((ukcamus
MIPOMEKHOCTH), YPOT€HUTANbHbBII CUHYC OTKPBIBAETCS HA CTBOJIE
WJIM TOJIOBKE IOJIOBOTO WieHa (MuHeanbHas ypeTpa). CTeneHp Bbl-
PaKEHHOCTH BUPHWIN3ALWHU Y JIeTer ¢ 21-TuapoKcuia3HpM nedu-
[IUTOM 3HAUUTEIHLHO BapbUPYET U 00YCIIOBIICHA XapaKTepOM MyTa-
uuu rena CYP21.

Y MajbYMKOB MPU POXKICHUM HaPY)KHbIE T€HUTAJIUU COOTBET-
CTBYIOT IOJTy peOeHKa, MOXKET OTMEYaThCs HEOONbIIOE yBeIuye-
HUE I0JIOBOTO YJIEHA.

IlocmnamanvHas BUPUTUIAUUS

[Tocne poxeHus CUMIOTOMBI aHJIPOT€HU3AIMH HAPACTAIOT Y
neTeit 00oero nojia. Y JeBOYKH YBETUUUBAIOTCA pa3Mephl KIIUTO-
pa, OTMeJaeTcs ero HanpsoKeHHe. Y MajbiMKOB YBEIHUHBAIOTCS
pa3Mepsl MOJIOBOI0 YJIeHa, NOSBISIIOTCS dpekuuu. CiaenyeTr oTMme-
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TUTh, YTO CUMIITOMBI aHIPOI€HU3ALUNA MOTYT HE IPOSABIATHCS B
nepssie 1,5 roga xu3nu pedenka. K 2-3 romam y aereér odoero
T1oJ1a TIOSIBJISIFOTCS TIOJIOBOE OBOJIOCEHHME | acne vulgaris, rpybeer
rojioc, ranepTpodupyercs Myckynaarypa. B mepBbie rofbl JKU3HI
JUHEHHBIA POCT JIeTell YCKOPEH, OJIHAKO CTETICHb KOCTHOW JH (-
(hepeHIMPOBKU OIEpPek)aeT POCT, 30HBI POCTa 3aKPBHIBAIOTCA K
9-10 rogam.

CreneHs npe- U NOCTHATAIbHON aHPOT€HU3ALNN Y TAI[UEHTOB
¢ nepuuTom 2 1-rupoKcuiia3bl MOKET UMETh 3HAUUTEIIbHbIE MH-
JIMBHTyasIbHbIE KOJIEOaHUs 1axe y OOJIBbHBIX CHOCOB B OIHOM ceMbe
C OIMHAKOBBIM T'€HETHUYECKUM J1e(heKTOM. DTO MOKET OBITH CBsI3a-
HO C MHJIUBUAYaJIbHBIMU OCOOCHHOCTSIMH METa0oau3Ma Mpele-
CTBEHHHKOB aHJPOTECHOB W pa3jMunieM B aKTUBHOCTH PEIENTOPOB
aH/IPOTEHOB y KOHKPETHOT'O MAaIlUEHTA.

Cunopom nomepu conu

[Tonnast norepst akTUBHOCTH 2 1-rHIpOKCHIIAa3bl, UMEIOLIAsICS Y
75% neteit ¢ nepunntom P450c21, mpuUBOANT K CHIXKEHHIO OHO-
CHUHTE3a aJlbJI0CTEPOHA. ANBAOCTEPOH HEOOXOIUM JJIsi HOpMaJb-
HOTO HaTPUEBOI0 I'OMEOCTa3a, €ro Ae(GUUUT NPUBOAUT K HOTEpe
HaTpHsl Yepe3 MOYKH, KUIIEYHUK, ITOTOBbIE Jkene3bl. Hamnune BbI-
PaXKEHHOTO COJIBTEPSIONIET0 KOMIIOHEHTA, CBSI3aHHOTO C MUHEpa-
JIOKOPTUKOUJHON HENOCTAaTOYHOCTBIO, MPEACTABISAET CEPbE3HYIO
yrpo3y XHU3HH peOeHKa ¢ MepBbIX IHEH xu3HH. Yepe3 3-4 nHs
MOCJIe POXKIEHUSI HApacTaeT T'MIIEPKAIMEMHUs, CITyCTs] HECKOJIBKO
JTHEe pa3BUBAeTCs TMIIOHATpUeMHsl U runepHarpuypus. [loreps
COJIM TPUBOAUT K BBIPAKEHHOMY O0€3BOXXHMBAHUIO, IOTEpE Beca.
Jernaparanus ycyryOnsercs 4aCTbIMU U MacCHUBHBIMU PBOTaMH,
BBI3BaHHBIMU TunepkaineMueil. [lpu oTCyTCTBUU Teparuu MOKET
HACTYNUTh CMEPTh peOCHKA B pe3yJbTaTe KoJIjIanca U KapAuoreH-
HOTO LIOKA.

JAuarnocruka 2 1-rupokcuiaazHoi HeI0CTaTOYHOCTH OCHOBA-
Ha Ha:

— aHaJu3e KIMHUYECKUX MPOSBICHUN
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— aHaJu3e JIEKTPOJIUTHBIX MOKa3aTelel: runepKaaIneMusl, -
MOHATPUEMHUS

— JJAaHHBIX TOPMOHAJIBHOIO CTaTyCa: TI'MIOKOPTHLIU3M, THUIle-
panaporenus (Boicokuit yposensl7-OIll, JIT'A-cynbdara, Tecro-
CTEpOHa)

— MOJIEKYJIIPHO-T€HETHUECKOM aHaJIN3e.

HeonaraabHblii ckpuHuHI. [Ipotokon obcnenosanust Ha AI'C
BKJIIOYAET:

1) nepBUYHBIN TECT — IPU BbISBICHNUU KOoHUeHTpauuu 17-OI1
B CyXOM IIsITHE KpoBH >30 HMOJIB/T JUIs JOHOLIEHHBIX U >60
MMOJIB/JT 17151 HEAOHOIIEHHBIX IIPOBOJUTCS MTOBTOPHOE 00CIIEe10Ba-
HUE

2) perecT — eciu IIpU MMOBTOPHOM aHajiu3e ypoBeHb 17-OIl" B
KpOBH TpeBbImacT >3(0 HMOJIB/J ISl JOHOIICHHBIX B >60 MMOITB/JT
JUIl HEJIOHOILEHHBIX, TO HOBOPOXJEHHOIO BKJIIOYAIOT B TPYIILY
pHCKa aIpEHOT€HUTAIIBHOIO CHHIpOMA.

PeGeHok, poKIeHHBIN ¢ OMCEKCyalbHBIM CTPOSHUEM HapyK-
HBIX TE€HUTAJIMH, JOJKEH ObITh HEMEUIEHHO OCMOTpEH Iejua-
TPOM-3HIOKPUHOJIOIOM M MEeINaTPOM-YPOJIOTOM, UMEIOIIUX OIBIT
TMarHOCTHKY u BegeHus 6ompHBIX ¢ BJIKH. I[IpoBoautcs ynbrpas-
BYKOBO€ MCCIIEIOBaHHE OpPraHOB Majioro tasza. Hamuume matku u
NaJIbIIUPYEMBIX I'OHAJl CBUJETENbCTBYET O AMCT€HE3UU TECTHKYI
(penko — o ucTuHHOM TepMadpoauTu3Me). OTCYTCTBHE MATKU PU
NaJbIIMPYEMbIX TOHAJAX CBUIETEIBCTBYET O JIOKHOM MYMXKCKOM
repmadponutuzme. OTCYyTCTBUE MATBIUPYEMbIX TOHA Y peOeHKa
¢ OHceKcyaIbHBIM CTPOCHUEM HapyKHBIX T€HUTAINH 3HAYUTEIHHO
MOBBIIIAET BEPOSATHOCTH 2 1-ruapokcunaznoro aedunura. B atom
cllyyae HEOOXOAMMO HEMEIJICHHOE TI'OpMOHaJIbHOE 00cienoBa-
Hue. OCHOBHBIM KpPUTE€PHEM FOPMOHAIBHON JUATHOCTHKH 21-ru-
JPOKCUIJIa3HOM HEJOCTATOYHOCTU SIBIISIETCS IOBBILIEHHE YPOBHS
17-OIII" B ceiBopoTke kpoBu. Conepskanue 17-OII" nmpu knaccu-
yeckux (popmax 3a00seBaHUS B IECATKU U COTHHU Pa3 IPEBBILIAET
HOPMAaTHBHBIE [yl BO3pacTa peOeHKa OKa3aTelu.

Y HENOHOWIEHHBIX JETEH, NeTel, MEPEHECIINX TAKEIYIO PO-
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JIOBYIO TPaBMY, POXACHHBIX C HU3KUM BECOM NPHU HOPMAJIbHBIX
cpokax recranuu ypoeHb 17-OIl" MoxkeT OBITH MOBBIIICHHBIM
npu oTcyTcTBUM Aedunurta 21-rugpokcunassl. B atux ciyyasx
peKoMeHmyeTcsi KpatHoe ompeneneHue yposus 17-OINI (2-3-4
paza ¢ uarepBajiom 5-7 gueit). Camxenue yposas 17-OI1l B au-
HaMHKE MI03BOJISIET UCKIIFOUUTD 2 1 -THIPOKCUIIA3HYIO HElOCTaTOu-
HOCTb.

Onpenenenue ypoBHs 17-OIIl" mokazaHo BCeM HOBOPOXIEH-
HBIM JIETAM, UMEIOIINM aHOMaJIbHOE CTPOEHUE I'€HUTAIUMN IIPH OT-
CYTCTBUH NaJILIIUPYEMbIX TECTUKYIOB. [lapamiensHo npoBoguTCs
KapuoTunupoBaHue. BrisBierne kapuotuna 46XX y peOeHKa C
OHCeKCyalIbHbIM CTPOCHHEM Hapy>KHBIX reHutanuit ¢ 95% epo-
ATHOCTBIO CBUJIETEJILCTBYET O HaJnuue 21-TrHApOKCUIIa3HON He-
noctatouHocT. Beicokuit ypoBenb 17-OINl" okonuarenbHO mop-
TBEP)KIAeT AuarHo3. Pa3Butue conbrepsromiero Kpusa npu aedu-
uTe 2 1-rTuapoKCcua3bl peko HaOMI0AaeTCs Y HOBOPOKACHHBIX U
JIeTel MEPBBIX 7 AHEN KU3ZHMU.

Jlo momy4yeHHs TOPMOHAJBHBIX JaHHbBIX, MOATBEPKIAOLINX
WJIM UCKITIOYAIOIUX 2 1-THAPOKCUIIa3HY0 HEJOCTaTOYHOCTh, BCEM
JIETSIM, UMEIOIIUM aHOMaJIbHOE CTPOCHHUE TEHUTAIUN MPHU OTCYT-
CTBHH NAJILIUPYEMBIX TECTHKYJIOB HEOOXOIUMO MPOBOIUTH MOHHU-
TOPUHT YPOBHSI JIEKTPOJIIUTOB B KPOBHU.

Hapacranue ypoBHs K u cHmxeHune ypoBHs Na, COpOBOXaa-
IOLMECS] KIMHUYECKUMHU MIPOSIBICHUSAMHU COJIBTEPSIOLIEr0 CUHAPO-
Ma y pebeHKa ¢ OMCEeKCyallbHbIM CTPOCHUEM TeHUTAINMN, CIeayeT
paccMarpuBaTh Kak TposiBieHue Aedunura 21-ruapoxcuiazbl U
HEMEIJICHHO Ha3Ha4YaTh TEPANMIo, HE TOKUAAACh PE3YJIBTaTOB Irop-
MOHAJIBHOTO aHaJINU3a.

Hanuuue 21-ruapoxcunasnoro nepunura y HOBOPOXKICHHbBIX
MaJBYMKOB BO3MOXKHO 3aIl0103PHUTh JIMILb IPU HAINYUH COJIBTEPS-
ouero cunapoma. IIpu nosBineHnn Takux CUMITOMOB, KakK IUIOXast
npu0aBka B Bece, OOMJIbHBIE CPBITMBAHUS, )KUJIKUNA CTyJ, Hapac-
Tarolas Jeruaparanus, HeoOXoIMMO HEMEIJIEHHOE ONpe/ielicHIe
AJEKTPOIUTOB KPOBHU.
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[Ipu BeIIBNICHUN TUTIEPKATHMEMUH, THIIOHATPUEMHUH U HapacTa-
IOLIeH JIeruapaTaluy BCEM HOBOPOXKIEHHBIM MaJIbiMKaM HE00X0-
JUMO poBoauTh onpeneneHue 17-OI1I.

Jleuerue depuruma 21-eudpoxcunasol

OOmieii 1enpio TeYeHUs BPOXKIECHHON AUCHYHKIIMU KOPBI HaJl-
MOYEUHUKOB SBJISETCS:

— 3aMECTHTb Je(UIIUT CTEPOUIOB, CEKPEIUS KOTOPBIX CHUXKE-
Ha B pe3yJsbrare GepMEeHTaTUBHOTO nedeKra;

— CHU3MTb YPOBEHb CTEPOUJIOB, CEKPELIMsI KOTOPBIX MOBBILIEHA
B pe3ynbTare (hepMEeHTaTUBHOTO Ae(eKTa;

— monaBuTh N30bITOuHyIO cekpernnto AKTI mpu MuHMMaIBHO
3 PEKTUBHBIX J103aX TIIFOKOKOPTHKOHIOB;

— ONTUMH3UPOBATH POCT OOJIBHBIX;

— TMPENOTBPATUTh BUPWIA3AINIO TCHUTAIUH;

— obecneynTh HOPMAJIBHOE TIOJIOBOE CO3PEBaHME U (PEPTHUIIb-
HOCTb.

OCHOBHBIM METOJIOM Tepanuu 2 1-ruJpoKcuiazHoro aeduuu-
Ta SBJISIETCS NPUMEHEHUE IIIOKOKOPTUKOUIOB, TOAABISIONIUX TH-
nepcekpennto AKTI 1 HOpManu3yromux BbIpabOTKY aHAPOTEHOB
HaAMOYeYHUKaMH. VICTIONBb3yIOTCS pa3IuYHble METUKaMEHTO3HbIE
mpernaparsl, 00JaJalomye TITIOKOKOPTUKOMIHONW aKTUBHOCTBIO!
MPETHU30JI0OH, KOPTH30H, JeKcaMmeTa3oH. OHAKO 3TH CUHTETHYe-
CKHE aHaJIOTH KOPTH30J1a OKa3bIBAIOT HETaTHBHOE BIMSHUE HA TPO-
[IECCHI POCTA, X MPOJIOHTUPOBAHHBIN APPEKT MOKET OBICTPO TPH-
BECTU K CUMIITOMaM NEPEIO3UPOBKHU. [ 1eTeil ¢ OTKPBITHIMU 30-
HaMH POCTa, 0COOCHHO MJIAJIIIIETO BO3pacTa, Hanbojee ONTHMAaITb-
HBIMH TIpETIapaTaMy CIIEAyeT CUUTaTh TaOJECTHPOBAHHBIE aHAJIOTH
ruapokoptu3ona (kopred, Pharmacia). IlepBonavanbHas cyTouHas
J103a THJIPOKOPTU30HA, HeoOxoauMmast juis monasienus AKTT y ne-
TEH MEepPBOTo TojIa KU3HU, MOXKET gocTurath 20-25 mr\m?. OHako
cienyeT u3berarb ATUTELHOTO MPUMEHEHHS 3TUX J103 Y peOeHKa.
B cpennem y nereii crapiie 1 rojga cytounas 103a THIAPOKOPTH30-
Ha J0/bkHA coctaisaTh 10-15 mr\wm 2. [Ipenapar naercst Tpu pasza

40



B JICHb B PaBHBIX J103aX. bojee BBICOKHME J03bI TMAPOKOPTU30HA
MIPUBOASAT K CTOMKOH 3aiepKKe pocTa U APYTrUM KyIIMHTOMJIHBIM
MPOSIBJICHUAM. Y JEeTei ¢ 30HaMU pOCTa, OMM3KUMH K 3aKpPBITHIO,
CJIeZTyeT MPUMEHSTH MPOJIOHTHPOBAHHBIE TIIOKOPTHKOUIHBIE TIpe-
naparsl, OKasbIBaromue oosee BeipakeHHbI AKTT -niogaBnstonumii
apdext. CyTouHas /103a 3TUX MPENaparoB JOJKHA COOTBETCTBO-
BaTh DKBHBAJICHTHOW 103¢ THApoKopTH3oHa 10-15 mr\m ? B 1eHb
(mpenan3onon — 2-4 mr\m 2, aekcamera3on — 0,25-0,35 mr\m 2).
Jnst makcumanbHoro nofasieHust cekperuu AKTI 1\3 cyTounoii
JI03bI IPEIHN30JI0HA HA3HAYAETCsl B YTPEHHHUE Jachl U 2\3 103bI —
nepes cCHoM (Tabmura 7).

Tabauya 7. CpasHumenvHas xapaxmepucmuxa 6uonozu4eckot
AKMuUBHOCIMU NPenapamos KopmuKocmepouoos

T
= 8
o]
3 - g 3 =
= Z £ 8 o
E 2 IS s 2
CpaBHHTETBHAS o 2 g 2 =
=
AKTMBHOCTD 5 =y B = )
& Q I5) 2 1)
= =% 5 &
o = = >
(S
Bpewms ounonoruye-
pe! 8 8 18 36 18
CKOM aKTUBHOCTH
I'mroxokopTUKOUIHAS 1 0,8 4 30 15
Mumnepaio-
p 1 0,8 0,5 0,05 150
KOPTHKOU/THAST
AKTT -nmomasnsromast + + ++ et -
PocTomno-aasisromnas 1 0,8 5 80 -

Bce netu c conmprepstomieii popmoit HenocratouHocTH 2 1-rH-
JPOKCHIIa3bl TPEOYIOT JOMOIHUTEIHHOTO HAa3HAYEHUs] MHHEPAJIO-
KOPTUKOMAHBIX MpenaparoB. [lokazanuem s Ha3HaYeHHUs] MUHE-
PAJIOKOPTUKOUIHON TE€paM SIBJISIFOTCS:

— pa3BUTHE KIMHUYECKUX CHMITOMOB COJIBTEPSIIOIIETO KPH3a;

— BBICOKHI ypoBeHb K+ B CBIBOPOTKE KpOBH MPH OTCYTCTBHU
KIIMHUYCCKUX CUMIITOMOB IIOTEPU COJIH;
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— BBICOKMI ypOBEHb PEHHMHOBOH aKTHBHOCTH IIJIa3Mbl KPOBU
P HOpMAJILHOM ypoBHE K+ 1 OTCYTCTBUM KIMHUYECKUX CUMIITO-
MOB TOTEPU COJIH.

Ho3za dmrompokcukoprrzona (koptuneda) cocrasisier 0,05-0,3
mr\cyTku. Takas Tepanusi O3BOJISIET KOMIIEHCUPOBATh HEJOCTATOK
MHHEPAJTOKOPTHKOUIOB, JOOUTKLCS OoJjiee OBICTPOTO IO/IaBIICHUS
n36bTounoi cexkpeunn AKTI mpu npumMeHeHHM MeHee BBICO-
KHX 103 TIIFOKOKOPTHKOUOB. [10TpeGHOCTh B MHUHEPATIOKOPTHUKO-
uJax MakCHMMaJibHa y JIeTeil MepBOro roja *KHU3HU U COCTaBISET
0,1-0,3 mr B cytku. CyTouHasi 103a Ha3HAYaeTCs B TP mpremMa (B
7.00-15.00-23.00). /1omoAHUTENIBHO BBOAAT B PAIIMOH U30BITOYHOE
KOJIMYECTBO MOBAPEHHOM COJM — JI0 2 T B CYTKH.

B nanpHeiimeM HEOOXOIUMOCTh MPOAOJDKEHUS Teparnuud MHU-
HEPAJIOKOPTUKOUIAMHU OCHOBBIBAETCS Ha MOKA3ATENAX PEHUHOBOM
AKTUBHOCTH IJIa3MbI KPOBH. Y CTApIIMX JETEH 1032 MUHEPAIOKOP-
TUKOMA0B cHuxkaetcs 10 0,05-0,15 mr B cytku. CyTouHas f03a Ha-
3HauyaeTcs B JBa mpuema (B 8.00 u 18.00).

IIporuo3 ist ’KU3HU U UHTEIJIEKTA IIPH YCIIOBUU CBOEBPEMEH-
HO HAYaToro M aJIeKBaTHOTO JICUEHUsSI — OJIarOonmpUsTHBIN, I pe-
MIPOAYKIINY — OTHOCHUTEIIBHO OJIarOnpHsITHBIH.

[anakTozemusi

l'anakrozemus (I'AJI) — KIMHUYECKH U TEHETUYECKU TETEPO-
TeHHasl TPyIIa HACJIeICTBEHHBIX 3a0oiieBaHMN, OOYCIIOBICHHBIX
HapyIICHUEM MPEBPAICHHUS TalTaKTO3bl B IIIOKO3Y, COMPOBOXKIA-
IOUIMXCA HAKOIUICHMEM B OpPraHU3ME IPOIYKTOB aHOMAJIbHOTO
YIIIEBOAHOTO OOMEHA, BBI3BIBAIOIINX TSDKEJIOE MTOpakeHHEe TIEYeHH,
HEPBHOW CHCTEMBI, IJ1a3 ¥ JPYTUX OPTaHOB.

B 3aBucHMOCTH OT BH/1a aHOMAJIBHOTO (hepMEHTA Pa3INYAIOT
TPU TUIA TaJTaKTO3eMUHU. BereacTBue MONMHOro oTcyTeTBUs (ep-
MEHTa rajakTo30-1-pochar-ypuaunrpancdepassr (IAJIT) pa3su-
BaeTcsl rajakrozemMus | Tuma wim Kiaccuyeckasl rajJlakKTO3eMHsl.
IIpu cumwxenun aktuBHocTH pepmenta IAJIT ot 5 no 50% pas-
BuBaeTcsl ranakrozemusi tumna Jloc-Anmpkenec unu yapre. [lpu
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M3MCHEHUAX aKTUBHOCTH TajiakToknHasbl (I'AJIK) Bo3HMKaeT ra-
naktozemus I Tuma.

Honynsunonnast yacrora. Yacrora pa3HbIX THUIIOB T'aJIaKTO-
3emuHu Bapsupyet ot 1:667000 no 1:3800. Cpennsist yacrora Kiac-
cudeckoit ranakrozemud | Tuma Bapsupyet ot 1:23500 B Upnanguu
u, 1:44000 noBopoxneHHblx B BenukoO6puranuu no 1:101000 B
MIBenuu u 1:667000 B Anonuu.

lNanakTozemun tuna Jlyapre u BCIEICTBUE CUCTEMHOH He-
nocrarouHoctu [AJIE Oonee pacmpocTpaHeHbl UM BCTPEYAIOTCS
B nomyisiiuu B cpeanem ¢ yactoro 1:10000 HOBOpPOKIEHHBIX
(1:9200 B I'epmanuu, 1:3800 B ABctpanuu, 1:23000 B SAnonun)
IMonynsumonHas yactora HegoctarouHocTd I'AJIK He BriosiHe sicHa
u nnpubnu3uTensHo onpenensercs kak 1:100000 HOBOPOXkKI€HHBIX.

JlocToBEpHBIE CBEEHMS O PACIIPOCTPAHEHHOCTH raIaKTO3EMUN
B POCCHUHCKUX MOMYJISALMAX HA HACTOSIIUN MOMEHT OTCYTCTBYIOT,
1 10 00O0OIIEHHBIM JTaHHBIM JIUTEPATyphl YaCTOTA €€ COCTaBISET
npubmmuTensHo 1:16242. [lpenmonaraemast mOMyJIIIIMOHHAAS Ya-
CTOTa FeTEPO3UTOTHOTO HOCHUTENbCTBa cocTapmsieT 1:300.

Idtuonoruda. [IpuunHON TanakTO3eMHUU SIBISIOTCS MYyTallUHU
CTPYKTYPHBIX T€HOB, KOIUPYIONNX (PEPMEHTHI TAIAKTO3HOTO OTIe-
pona. I'er muro3ompHOTO (hepmenta [AJIT kaprupoBan Ha 9pl3,
reH MmukpocomHoro ¢epmenta I'AJIE — na 1p36-p35, ren ['AJIK —
Ha 17q24. B HacTos11ee BpeMs MOATBEPKICHO HATMUNE HE MEHEE
10 myranuii B rene I'AJIE, nopsiaka 20 B rene ['AJIK u oxozo 200
B rexe ['AJIT.

MeTa6013M rajakTo3bl B HopMe. ['ajnakTo3a OTHOCHUTCSI K
YIJIEBOJIHBIM COEMHEHUSM, SIBJISIETCS BA)KHBIM HCTOYHUKOM 3HEp-
TUH JUIS KJIETKH U CITY>KUT HEOOXOIUMBIM TJIACTUYECKUM MaTepua-
JIOM TIPU CUHTE3€ [NIMKOMPOTEUHOB, IIIMKOJIUIIUIOB U JPYTUX KOM-
IUIEKCHBIX COEAMHEHHH, UCIOIb3YeMbIX OPraHU3MOM JUIsl OpMHU-
POBaHUSA KJIETOUHBIX MeMOpaH, HEPBHBIX OKOHYAHUH, B ITpoLIecCcax
MHEITMHU3AIUN HEHPOHOB U T.J. OCHOBHBIM HCTOYHUKOM ITHUIIEBOM
WM 3K30T€HHOM TallakTO3bl SBISIOTCS MOJIOUHBIE NPOAYKTHI, CO-
JieprKallye JIaKTo3y (Arcaxapuj IIFOKO3bl M FalaKTo3bl), U B MEHb-
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e Mepe — oBoIIM U PpyKThl. HeKoTophle Komu4ecTBa YHIOTEH-
HOM TajakTo3bl 00pa3yloTcs B XOJ€ peakUuil BHYTPUKIETOYHOTO
KaTaboM3Ma IIMKOCaXapHuI0B, INTUKOMPOTEHHOB U TITUKOIHUITHIOB.

V 310poBBIX JTI0OAEH TanakTo3a noj neiicrsuem gpepmenta [AJIK
dbochopunmpyercs B rajgakTo3o-1-gpocdar, u3 KOTOPOro BMECTE ¢
V®-rmoko3bl 1o AeiicTBueM OudyHKIMOHAIBHOTO (pepmMeHTa
I'AJIT obpa3yrorcst rmoko3o — 1-pocdar u V|d-ramakrosa, ko-
Topast ipu y4dactuu pepmenra ['AJIE oOparumo BoccTaHaBiIuBa-
ercs B Y/{®-mimroko3y U janee B moko30-1-docdar. Yacts miro-
k030-1-pocara mox neiictBuem dochormrokomyTassl mpeBpa-
[IaeTCs B TIIOK030-0-pocdat, KOTOphI aKTUBHO HCIIONB3YETCS B
Mpoleccax BHYTPUKJIETOYHOIO MeTa0oIu3Ma WM HaKarjIuBaeTCs
B BUJIE IIUKOTeHa (puc. 5).

Comm D>
FAJTAKTO3JETHJPOI'EHA3A
o—>

AJIBJOJIASPEAYKTA3A
TAJIR ooTO

T'AJTIAKTO30-1-®OCPAT
YA®-I1I0OKO3 TAJIT - 00k 2

TJIIOKO30-1-0OCPAT

JP-TAJJAKTO3A

YA®-IJIIOKO3A
= @ ﬁ "
I'TIIOKO30-1-OPOCDAT

Puc. 5. Memabonusm 2a1aKmo3nt
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IlaTorene3. [IpoaykTel HapyIIEHHOTO MeTabOIM3Ma TaJlaKTO-
3Bl — raJlakTo3a, Kanakrosa-l-docdar, YJD-ranakrosa, ramakTu-
TOJI, TAJJAKTOHAT SBJSIOTCS TOKCMUYECKUMH COEIMHEHUSIMH Hapy-
marT (yHKIMOHUPOBAHWE MHOTHX TKaHEW OpraHW3Ma — KHIIed-
HUKA, [I€YEeHHU, 0YEK, MO3Ta, [J1a3 U JPYTUX OPraHOB MPOSBISISICH
JUCTIENITUYECKAM, TeNaTOTOKCHYECKHM, HE(PPOTOKCUYECKUM |
HEHPOTOKCHYECKUM CHHIPOMAMHU, a TaK)KE€ BTOPUYHO pa3BUBAIO-
HIMMUCS IMMYHO/IE(DUIIUTOM, TEMOPPArMYECKUM TUATE30M, TeMO-
JUTUYECKOW aHEMHUEN U CETICHCOM.

HelipoTokcudeckoe nelcTBUE MPOSBIAETCS SKCTpAMpaMU-
HBIMHM U MO3KEUKOBBIMU HAPYLIECHUSIMH, OTEKOM MO3ra, Iporpec-
CUpYIOIIEH 3aJep’KKOM IMCUXOMOTOPHOTO M HMHTEJUIEKTYaJlbHOTO
pa3BUTHSI.

I'emarorokcuueckoe AeiicTBHE TanakTo3o-1-pocdara ramakro-
3bl IPUBOJUT K LIUPPO3Y, MEYEHOUHON HEA0CTATOYHOCTH, COITPOBO-
MKJIAOILEHCS TTOBBIICHUEM YPOBHS HEKOHBIOTHPOBAHHOTO OMIIHO-
yOuHa B KpOBH, TUTIONIPOTPOMOMHEMHEH, THTIONIPOTENHEMHEH.

Hedporokcuueckoe neicTBue 3THX METAa0OIMTOB 3aKIIOYa-
eTcsl B peabcopOITMi aMHUHOKHUCIIOT B TTPOKCHUMAJIBHBIX ITOYEYHBIX
KaHaJbIaX ¥ MOBPEKICHUN KaIIIPOB KIIyOOUKOB. B pesyibrare
HaOTI0AAETCs MPOTEHHYPUS, AMUHOALH LY PHSI

I'emopparuueckuii Auare3 o0yCIOBICH HapyIIEHUSIMU B CBEP-
THIBAIOIIEH CHCTEME KPOBH M TOKCHYECKHM TOBPEXKICHHUEM CTe-
HOK KanmuwuisipoB. BO3MOXXHO TIpHCOeIMHEHUE TeMOJIUTHYECKOM
anemuu. CHmWKeHUE OAKTEPHIMIHONW aKTUBHOCTU HEHTPO(UIOB,
TOKCHYECKOE TOBPEKICHNE CTEHOK KalmWUISIPOB OOYCIIaBIUBAIOT
pa3BuUTHE UMMYHOAE(DUIIUTA U Pa3BUTHEM CEIICHCA.

Hakomnnenue ramakrurona B XpyCTaJMKe IVia3a SIBISIETCS OC-
HOBHOU NMPUYMHON Pa3BUBAIOLICHCS KaTapakThl, TAK KaK raJlaKTH-
TOJI IPUBOJIUT K U3MEHEHHUIO OCMOTHYECKOTO JIaBJICHUs U HalOyxa-
HUIO XPYCTAJIUKOBBIX BOJIOKOH.

Kimnuka. C KIMHUYECKON TOYKHU 3pEHUS BBIACISAIOT HE Me-
Hee 5 BapuaHTOB WM (opM rajakrozemMuu. ['amakrozemus Tuma
Hyapte u nobOpokauectBeHHass popma HemoctarodHoctu [AJIE
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CUMTAIOTCS ACUMITOMAaTUYHBIMU. ['alakro3eMusi BCIEICTBUE Ia-
JIAKTOKMHA3HOW HEJJOCTATOYHOCTH IMPOSBISETCS MPEUMYILECTBEH-
HO KaTapakToil. KnnHu4yecku BbIpaskeHHBIMU (pOpMaMu rajaaxTo-
3eMHH SIBJISTIOTCSI KJIacCHUYeCKasi M TsDKeasi HeoHarajabHas opma
Beaencteue HemoctarouHoctu [AJIE, koTophie MaHU(BECTUPYIOT
B HEOHATAJILHOM MEPHO/IE, HOCAT MPOTPECCUPYIONINIA XapaKTep U
B OTCYTCTBHU CBOCBPEMEHHOW M a/ICKBAaTHOM JHETOTEPAITMHA PAHO
MIPUBOASAT K CMEPTH MALUEHTA.

HenocpeacTBeHHO Tpu POXKAECHUU KaKHe-THOO MpPOSIBICHUS
MATOJIOTUH, KAaK MPaBWIIO, OTCYTCTBYIOT. B TSKENbIX ciydasx,
CUMIITOMBI 3a00JI€BaHMs IMOSIBIIAIOTCA Ha MEPBOM Hezlelne KU3HU
pebeHKa mociae HEeCKOJIbKUX KOPMIJIGHHUH JKEHCKUM MOJIOKOM HJIH
€ro 3aMEHHUTENSIMU (MOJOYHBIMH cMmecsiMH). CHUMITOMaTHKa Tie-
puoaa HOBOPOXKIACHHOCTH BKJIIOYAET TPYAHOCTH BCKAapMJIMBAHHS
U 3aTSHYBIIYIOCS JKEJITYXY, K KOTOPbIM BCKOpPE MPHUCOEIUHSIOTCS
CPBITHBAHUS, PBOTA, TUAPES, MBILIICYHAS TUIIOTOHUS M HAPYIICHUS
IoTaHus. JleT 1ioxo npuOaBisIoT U 1aXe TEPSIIOT B BECE, JKENTY-
Xa COXpaHseTCs U ycyryonsercs, CONpoBOXKIasICh rernaToMeranueit
Y MPU3HAKaMU MEYCHOYHON HETOCTAaTOUHOCTH — TUNEepOUInpyOu-
HEMUEH, THUITOTIINKEMHUEH, TTOBBIIIICHHEM aKTHBHOCTH TPAaHCAMHHA3
U COZIEpKaHMS B IJIa3Me aMHHOKHUCIIOT, 0COOEHHO (eHMIIaIaHIHA,
TUPO3MHA U METHUOHHHA.

B oTcyTrcTBUM CpOYHBIX Mep MO CHI)KEHHIO KOHIIEHTpAIluu
rajakTo3bl U MPOJYKTOB €€ HEMOJHOro Meradoju3ma, y mHaiu-
€HTOB C KJIACCUYECKOHM rajakro3eMueil BTOPUYHO Pa3BUBAIOTCA
CIUICHOMETaHsl, HapyIIeHUs CBEPTHIBAEMOCTH KPOBH, KapTHHA
reMopparuyeckoro avare3a M reMOJIMTHUYECKONM aHEeMUH, CUM-
NITOMBl PEHAJbHOU TyOylonmaTuu — MPOTEUHYpHUS, aMUHOALIU]TY-
pus. [lnoxas mpubaBka B Bece mepepacTaeT B THMOTPOGHUIO U
KaxeKCHIO, HApacTalOT SBICHHS TOKCHKO3a M 3Kcuko3a. Ha ¢one
MOBBIIIEHHONH BOCHPUMMYMBOCTH K HMH(EKIHUSAM, BbI3bIBAEMbIM
I'PaMIIOJIOKUTENBHBIMU MHUKpoOpranusMamu (B 90% ciyuaes
Escherichia coli), pazBuBaroTcs cerncuc u 1ok, 3aKaHIHBaIOITU -
cs1 JieTalbHbIM HcxooM. Y 10-30% OonbHBIX MpU 0 TaTBMOIIO-
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THYECKOM 00CJIEeIOBAHUM C TMOMOIIBIO IIEJIEBOM JIAMIIbI BBISBIIS-
eTCsl KaTapakTa, KOTopas, Kak MpaBUJIO0, ObIBA€T JBYCTOPOHHEH,
MOYTH B TOJIOBUHE CJIY4YaeB OMUCHIBACTCS KaK «MATKas» WU
«TpaH3uTOpHas». Hammume u TSHKECTh KaTapakThl 3aBUCAT OT
CPOKOB Hayajia AUETOTEpanuu, npu 3ToM He MeHee 10% neret ¢
rajJakTO3eMUYECKOM KaTapakToi Bce e HYKIAI0TCS B XUPYpPIru-
yeckoMm Jieuenud. [Ipu parrem (o 7-10 qHS )KU3HN) HAa3HAYCHUH
JIMEThl, OTpaHUYMBAIONIEH MOCTYIUIEHHE B OPraHU3M JIAKTO3bI,
HaOII0aeTCs peayKIHUs JUCTIENTHYECKUX CUMIITOMOB U KaTapak-
ThI, TPEIOTBPAIIACTCS PA3BUTHE NMEYCHOYHON HEIOCTAaTOYHOCTH,
CeIlCHca U HEeOHATAIIbHOW CMEPTH.

B ciyyae n1o06pokauecTBEHHOrO TeUeHHs U Ha (OHE MPOBOIM-
MOM TMETOTEpanuu TSHKENBIX (POpM ranakro3eMuu, OOJIbHBIEC BbI-
KHBAIOT, Y HUX (POPMHPYETCSI CaMOOTpaHUYCHHE B TOTPEOICHUN
MOJIOKa, HO MOT'YT Pa3BUTHCS U OTJAJICHHBIE OCIOKHEHHMS: 3aJIepK-
Ka TICUXOMOTOPHOTO DPa3BUTHS, HApYUICHHUS pEYH, OBapuajbHas
mucyHKIMA, 3aTpyIHEHHS B OOy4YeHHH, HEBPOJIOTUYECKHE pac-
CTPOMCTBA U ICUXUYECKUE U3MEHEHMS.

Jnarnoctuka. Heonaranabublii ckpunHuHr. [IpoTokon o6cite-
nosanus Ha ['AJI BkimrouaeT 4 nmocienoBaresbHbIX dTara:

1) ompeneneHne KOHIEHTPALMM TajdakTO3bl B BBICYIIEHHBIX
MsATHAX KPOBH;

2) perect Ha ['AJ];

3) ompeneneHue aKTUBHOCTH TrayakTo3o-l-docdar ypuaui-
TpaHc(epasbl;

4) IHK-nnarnocruka.

[ToporoBslii ypoBeHb TaJaKTO3bl COCTABISIET 7,2 MI//J, ranak-
T030-1-pocdara — 2 mr/mn. [IpoBeaenue uccieaoBanus 000UX ca-
XapoB SIBIISIETCS O0JIee MPEAOYTUTENBHBIM, TTOCKOIBKY TTO3BOJISET
HE TOJIBKO YCTAHOBHUTbH JAMArHO3 IajlakTO3EMHUH, HO U YTOYHHUTH €€
tun. [loBbllieHNEe coeprkaHus rajJakTo3bl UMEET MECTO MPHU BCEX
TUnax rajakrozeMun. CoueTaHHOE MOBBIICHHE YPOBHEHN raaakTo-
3Bl U TalaKTO30-1-pocdara yka3plBaeT Ha KJIACCHYECKYIO Tajak-
TO3EMHIO MJIU HenocTtatodHocTh ¢pepmenta ['AJIE, moBeieHue
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raJIakTO3bl IIPU OTHOCUTEIBHO HOPMAJILHOM COZIEP>)KaHNUU TaIaKTo-
30-1-docdara — Ha HenocraTouHOCTh PepmenTa [AJIK.

AHanu3 ypoBHS aKTUBHOCTH (DEpMEHTOB, YYacTBYIOIIMX B
MeTabonn3Me TaynakTossl, B yactTHoctu Qepmenta I'AJIT, mo-
3BOJISIET HE TOJILKO MOATBEPAUTH WJIM ONPOBEPTHYTH JIUATHO3
KJIACCUUYECKOH rajakTO3e€MUHU, HO U OLEHUTh IIPOrHO3 JUISl KHU3-
HU peOeHKa.

VYTouHsOmAs MOJEKYJIIPHO-T€HETUYECKasi JUarHOCTHKa MO-
’KEeT MPOBOJUTHCS MO-pa3HOMY: B (popMe IoKrcKa Hanbosee YacThIX
MyTauui u cekBeHupoBanue resa GALT B oTCyTCTBUM TaKOBBIX,
1100 B (hopMe N3HAYAIEHOTO CEKBEHUPOBAHHMS, TIPUYEM HE TOJIBKO
reda ['AJIT, HO u ApyTUX TEHOB raJakTO3HOTO OMEpoHa (B MEPBYIO
ouepens ['AJIK).

JleyeHne rajgakTO3eMUU 3aKJIIOYAETCSI B HEMEUIEHHOM Ha-
3HAUE€HUH HOBOPOXIEHHBIM JIETSM AMETHI, OrPAaHUYMBAIOLIEH IO-
CTyIUICHHE JIaKTO3bl. JKeHCKOe MOJIOKO (cozepKaHHe JIAKTO3bI J10
8%), xopoBbe MOOKO (110 4%) M Mono4HbIe cMecH (1o 7%) uc-
KITIOYAIOTCS TIOJIHOCTHI0. B panimoH BBOSATCS O€3/1aKTO3HBIE CMECH
Ha OCHOBE HaTypaJIbHOW COM, COJepKallie caxaposy, PpyKrosy u
Oe3ranakTo3Hble MoauKapOoruaparsl. Jluerorepanust BKIIIOYAET
TaK)Ke OrpaHMyYeHHe MOTpeONeHus psaa OoBOIIeH U (PyKTOB, CO-
JiepKalIUX CYILEeCTBEHHbIE KOJIMUYECTBA rajlakTo3bl. B koMIuiekc
JIeUeHHs] BKIIOYAIOT Tpenaparsl, ctumynupytomue [[HC, cocy-
JCTBIE CPE/ICTBA, IeNaToNpOTEKTOPbl, aHTUOKCUJAHTHI, a TaK XKe
ypauui-4-kapOoOHOBYIO (OpPOTOBYIO) KHCIIOTY M MPOU3BOJHBIC Te-
CcTOTepoHa, nosbimaromue akTuBHOCTh ['AJIT. JlexkapcTBeHHBIE
Ipenaparbl, CHUKAIOIINE YPOBEHb HJIOT€HHOW T'ajlakTO3bl, HAXO0-
JSITCS B CTa UM Pa3pabOTKHU.

Crporast querorepanusi IpOBOAUTCS 10 3-X JETHErO BO3pacTa
C IIOCTENIEHHBIM PACIIMPEHUEM PALlMOHA MUTAHUS MO KOHTPOJIEM
YPOBHs rajlakTo3bl U ranakro3o-l-docdara. Ilpu knaccuueckoi
rajJjakTO3eMHUH M CHUKEHUH YPOBHS akTUBHOCTH (epmenta [AJIT
10 10% u MeHee MO CpaBHEHHMIO ¢ KOHTPOJBHBIMHM 3HAUYEHUSIMM,
COOITIOICHUE AUETh PEKOMEHTYETCsl IOKU3HEHHO.
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IIporuo3 nsst XKU3HU, UHTEIJIEKTAa U PENPOLYKLIUHU IPU yCIIO-
BHM CBOEBPEMEHHO HAUaTOrO M aJIeKBATHOTO JICYEHUS — OTHOCH-
TEJHHO OJIArOTPHUSTHBIN.

MykoBrcLMAO3

MyxkoBucuuao3 (MB) — pacnpocTpaneHHOe, HacIleACTBEH-
HOE, COLMaIbHO 3HAYMMOE 3a0oJieBaHHE, XapaKTepHu3ylollee-
Csl TIOpaKCHHWEM SK30KPUHHBIX JKeJie3 KU3HEHHO BAa)KHBIX Opra-
HOB M CHCTEM, OTJIHMYaroleecss paHHed Mmanudecranuen, Mamon
MPOAOJDKUTENIBHOCTBIO KU3HU TMAIMEHTOB, TSHKECTBIO TEUSHHS
U MIPOTHO3A.

B nacrosee Bpems BecemupHas opranuzanus 3a1paBooxpaHe-
Hus, MexayHapoHas accolualys MyKoBUcLua03a, EBponeiickas
acconuanysl MyKOBHCLHU03a HCIONB3YIOT CIEAYIOLIYIO KIIACCH-
¢dukanuio:

— Kiaccuueckuit MyKoBUCIINI03 € TAHKPEATHUECKOM HeloCTa-
TOYHOCTBIO (CMEIIaHHAs WJIM JISTOYHO-KHUIeuHast hopma 3abore-
BaHus) — E&4.8.

— Krnaccnyecknii MyKOBUCIHI03 ¢ HEHAPYIICHHOW (yHKIHEH
MO/KEITYIOUHOM KeJe3bl (MPeUMYIeCTBEHHO JierouHas opma 3a-
oonesanus) — E84.0.

— Heonpenenenuslii AMarHo3 npu MOJIOKUTEIBHOM HEOHa-
TaJIbHOM CKpUHUHI€ Ha MyKoBUCI103 — E84.9.

— 3aboneBanus, accoruupoBanabie ¢ reHom CFTR: — m3omm-
poBaHHast 0OOCTPYKTUBHASI 2300CTIIEPMHUS; — XPOHUYECKHUI MTaHKpea-
TUT; — AMCCEMUHUPOBAHHBIE OPOHXOIKTA3bI.

B 2014 rony B Poccun, no naunuaruse ®bI'HY MI'HL] u
Oo6mepoccuiickoii 001ecTBeHHOM opranu3anun «Bcepoccuiickas
acconuanus s OOJbHBIX MYKOBHCIIHI030M» OBLI CO3[aH JKC-
MEePTHBIA COBET JuIsi pa3paboTku KoHceHcyca Mo axTyajdbHBIM
acreKTaMm 3Toro 3aboneBanus. Pe3ynpraroM quTenbHON paboThI
47 5KCIEepTOB CTANO CO3[JaHUE €IMHOTO JOKYMEHTa ¢ 000CHOBaH-
HBIMH PEKOMEHJAIMSMHU 110 OCHOBHBIM BOIIPOCAM JHATHOCTUKH
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u Tepanuu MykoBucuunosa. B 2016 rogy Koncencyc chopmmupo-
BaH, a B 2018 1oy BBIILIO €ro BTOPOE U3JaHUE.

Honynsunonnass yacrora. Yacrora Bcrpeuaemoctu MB B
€BPOIEHCKUX CTpaHaX BAphUPYET B 3HAUMTENBHBIX INpenenax: OT
1:25000 B ®unnsaanu go 1:1800 B Upmanauu. B cpegnem cocras-
nset npuMmepHo 1 ciydait Ha 2500-3000 HOBOPOK/ICHHBIX.

B Poccun 3a6oneBanue BcTpedaercs ¢ wactoroit ot 1:4900 o
1:12000 HOBOpOXKIAEHHBIX. MB XapakTtepusyeTcsi 3HaYUTEIbHBIM
pa3zHo00pa3reM reHeTUYECKUX MYTAalUi, CTIEKTP U 4acTOoTa KOTO-
PBIX CYIIECTBEHHO BaphbUPYIOT B PA3HBIX MOIMYJISAIMSIX B 3aBUCUMO-
CTH OT STHHYECKOI NMPUHAUICKHOCTH HACEJIEHUS U reorpaduye-
CKOM 30HBL.

Jruonorus. IIpuunnoit MB sBisroTcs nmaToreHHble Bapu-
anTel reHa CFTR — MyKOBUCIHIO3HOTO PETyNsITOpa TpaHCMEM-
OpanHol mpoBoauMocTH. ['eH kapTupoBan B 1989 rony B 1mH-
HOM TIeue 7-oi xpoMocoMbl (7q31.2). B Hacrosiiee BpeMs, 1mo
naaaeiM KoHcoprimyma mo MB, onucano 6omee 20000 myTarmit
rena CFTR.

IMaTtorene3. CiencTBUEM ITOTO SBISETCS CTYIIEHHE CEKpe-
TOB KeJie3 BHENTHEH CeKpeIuu, 3aTPpyIHCHHE JBaKyalluh ce-
KpeTa U U3MEHEHUE ero (U3MKO-XMMHYECKUX CBOWCTB, UTO, B
CBOIO Oouepelb, U 00yClaBIMBaeT KIMHUYECKYIO KapTHHY 3a00-
JeBaHus. [I3MeHEeHNsA B NOIKEIYyNOYHOM XKele3e, OopraHax Ibl-
XaHUs, )KEJyJ0YHO-KUIIEUHOM TPAKTE PETUCTPUPYIOTCS YKE BO
BHYTPUYTPOOHOM MEPUOE U C BO3PACTOM IMAlIMEHTa HEYKIOHHO
HapacTaroT. Beienenne BA3KOTo cekpeTa IK30KPUHHBIMU KeJle-
3aMU IPUBOAMUT K 3aTPYIHEHHUIO OTTOKA M 3aCTOK0 C IMOCIEeny-
IOIUM PacHIMPEeHUEM BBIBOJHBIX MPOTOKOB jKeye3, arpodueit
KEJIE3UCTON TKaHW U Pa3BUTHEM Iporpeccupyroimero hpubdposa.
AKTHBHOCTH ()EPMEHTOB KHIICYHUKA U IOJKEITYIOUYHOMN XKele-
3bl 3HAYUTENBHO CHUXkeHa. Hapsaay ¢ dopmMupoBaHueM ckiieposa
B OpraHax MMeeT MecTo HapymeHue GyHkuuii Gubpobdiactos.
YcraHoBieHo, 4To (uOpoOIACTHI OONBHBIX MYKOBHCIUI030M
NPOAYUUPYIOT LUMJIHAPHBIA (QakTop, uiau M-dakrtop, KOTOpHIi
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obnazaeT aHTUIMIIMAPHON aKTHBHOCTHIO — OH HapymIaeT padboTy
PECHHUYEK SMUTEIHS.

[Taronornueckne U3MEHEHHS B JIETKUX XapaKTEPHU3YIOTCS MTPH-
3HAaKaMH XPOHUYECKOTO OPOHXHUTA C Pa3BUTHEM OPOHXO3KTA30B U
muddy3Horo mMHEBMOCKIEpo3a. B mpocBere OPOHXOB HaXOAMTCS
BSI3KOE COMIEPKUMOE CIM3HCTO-THOMHOTO Xapakrepa. Hepenkon
HAaXOJKOM SIBJISIFOTCS aTeJIEKTa3bl U y4acTKU SM(r3eMbl. Y MHOTHX
OOJIHBIX TEUYCHHE MATOJIOTUIECKOTO MPOLEcca B JIETKUX OCIOKHS-
€TCs HACIOCHHEeM OakTepHaabHON MH(EKIUH (IaTOTeHHBINH 30710~
TUCTBIM CTa(pUIOKOKK, TeMO(HIbHAsS U CHHETHOMHAs Mayioyka) u
(hopMHPOBAaHHEM JECTPYKIIUH.

B nmomxkenynouHoii jxenese BeIABIACTCS AUPHY3HBI GUOPO3,
YTOJIIIEHUE MEX/I0JIbKOBBIX COEAMHUTEIbHOTKAHHBIX MPOCIIOCK,
KHCTO3HbIE M3MEHEHHUS MENKMX M CpPeJIHHUX IPOTOKOB. B meue-
HU OTMedaeTcs oudaroBas win nudys3Has KupoBas U OeiaKoBas
TUCTPO(US KIETOK IEYeHH, KETUYHbIE CTa3bl B MEXKIOIbKOBBIX
KETYHBIX MPOTOKaX, JUM(POTUCTHOLUTAPHbIE HWHOUIBTPATHl B
MEXIO0JTBKOBBIX MPOCIIOiikax, GuOpo3Has Tpanchopmarus u pas-
BUTHE IIUPPO3a.

ITpu MexoHHMEBOI HEMPOXOAUMOCTH BBIpaKEHA aTpo(us CiIH-
3UCTOTO CJIOSI, IIPOCBET CIM3HMCTHIX XKeJe3 KUIICYHUKA PACIINpPEH,
3aM0JHEH 303MHO(UIBHBIMH MaccaMU CEKpeTa, MECTaMH HUMEeT
MECTO OTEK IMOJCIMU3UCTOrO CJOs, paclIMpeHHe JTUM(pATUIECKUX
meneil. Hepeako MyKoBUCIII03 COUETACTCS C Pa3IMUYHBIMU OPO-
KaMH pa3BUTHS KETyI0YHO-KHIIIEYHOTO TPAKTA.

Kiaunnka. KnuHudyeckue NnposiBIEHUS NPEACTaBIAIOT coOOH
MYJIBTUCUCTEMHYIO IaTOJIOTHIO, XapaKTepU3YIOLIYIOCs Iporpec-
CHBHBIM TTOBPEXJICHHEM JIETKUX C PA3BUTHEM JIbIXaTeIbHON HE0-
CTaTOYHOCTH, HapyIICHUAMHU (PYHKLIUH HOIXKETyI0UHOM KeJe3sl,
MOpaK€HUEM II€YEHHU BIUIOTh JI0 Pa3BUTUS LUPpo3a. MyKUnHBI,
crpanarouie MB, Teopernueckn OecCIUIONHBI, BCIEACTBUE aTpe-
3UM WIM TIOJIHOTO OTCYTCTBHUSI CEMEHHBIX KaHAaTUKOB. Bpinensior
KUIIEYHYI0, JIETOYHYIO0 U CMeIIaHHyo (Gpopmbl MB.
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Haubonee TsokenbIM TpOSIBIIEHHEM KHIIEYHOW (GOpMBI 3a00-
JICBAHUS SIBIIETCSI MEKOHUEBBIN MIIEYC, KOTOPBIM pa3BUBAETCS Y
5-10% HOBOPOXKAECHHBIX B CBSI3U C HECMOCOOHOCTBIO MPOIBUKE-
HUSI MEKOHHMS 1o kumeyHuky. Habmromaercs GOnbIIoH, BBICTyMA-
IOIINI KMBOT, PBOTA JKEIUbI0, A0OMUHAIbHBIE 00JIH, BO3MOXHO,
pa3BuTHe nepdopanys KUIIEYHUKA, IEPUTOHUTA.

Ha mepBoM rony >ku3HM HAOMIOMAETCS] CHHAPOM JHUCTATHHON
MHTECTUHAJIBHON OOCTPYKIMHU, KOTOPBIH CBA3aH C HECIOCOOHO-
CTBIO [1ACCUPOBATh KUIIEYHBIE MACCHI, U COIIPOBOKIAACTCS OCTPBI-
MU OOJISIMH, pacTsHKEHUEM KMBOTA U PBOTOH. Y JieTell, UMEBILUX B
aHaMHe3e XUPYPIru4ecKue oneparnyy, MoKeT pa3BUThCsS MHBAarMHa-
LSl KUIIEUYHUKA. ANNEHULNT U IepUanneHJUKyIpHbIi abcuecc
HEpEeIKo pa3BUBaeTcs y 001bHBIX ¢ MB n3-3a HaKoTUIeHHs CeKpeTa
B aNIeHAMKCE.

CMmepTh IpU NMOPAKEHUH KEJTyAO0YHO-KUIIEYHOTO TPaKTa MO-
KET HaCTYIUTh BHYTPUYTPOOHO, B IEPBbIE JIHU KU3HU, B BO3pacTe
710 TOJia, WU 70 3 JIET U C MEHbIIIEi BEpOSATHOCTBIO — B OoJIee 1031~
HUE CPOKU IIPH OCTPOH KUILIEYHONW HEIPOXOAUMOCTH U COIyTCTBY-
IOIUX OCJIOKHEHUSIX.

[lopaxeHnue pecnupaTOpHOro TPaKTa BHA4YaJle HOCUT HMHTEp-
MUTTHpYIOILEE, a MOTOM XpoHHYeckoe TeueHue. Ha 1-om romy
KHU3HU HAOJII0/1aeTCsl CHavalla epeMexaroluiics Kaleb, CBsI3aH-
HBIA C OCTpPO MpoTeKaromel MHpEeKIHuel IbIXaTeIbHbIX MyTeH, a
3aTeM — XpOHMUYECKUI Kalllelb, yCHIIMBAIOIUIiCS HOuUbl0. MokpoTa
BsI3Kas, THOWHAs U 4aCTO 3€JIEHOTO 1IBETA.

Oclio)kHeHUs, TPOBOLUPYEMBbIE COIYTCTBYIOIUMH HH(]EK-
LUsMH, HAapacTalT ¢ Bo3pacToM. IIporpeccupyer OpoHXOIKTa-
TU4eckast 00JIe3Hb, TSKECTh OOCTPYKTUBHOH JIETOUHOM 00Je3HU
YBEJIIMYUBACTCSI, IPUBOJA K OIPAHUYECHUIO MOJABM)KHOCTH U 3M-
¢buzeme JErkux, MOCTOSHHON TMIOKCEMHM, OABIIIKE, JETOYHOM
TUIIEPTEH3UH, JISTOYHOMY CEPALY U CMEPTH K KOHIYy BTOPOroO Je-
CATUJIETHUS OT JIEKOMIIEHCALUU JIETOYHO-CEPACUYHON HEJOCTAaTOU-
HOCTH.

52



JAunarnocruxa. HeoHaTraJIbHbII CKPUHMHI.

Heonaranbupiii ckpuHUHr Ha MB OCHOBaH Ha 3HAYUTEIb-
HOM TIOBBIIIEHUHN KOHIIEHTPAIIMd UMMYHOPEAKTUBHOTO TPUIICHHA
(MPT) B KpoBM HOBOPOXKIACHHBIX, CTPATAIONINX ITUM 3a00JICBaHH-
€M, KOTOpPO€ MOKHO ONPEAEIUTh B BHICYLIEHHOM Karjie KpOBU Ha
¢unsTpoBanbHOU Oymare Ilporokon o6cnenoBanus Ha MB Bkitto-
qaet B cedst 4 sramna:

1) nepBuunsii Tect Ha UPT;

2) perect Ha UPT;

3) noroBas mpoba;

1) AHK-muarnocTuxa.

[ToBeimenue B neppyto Heaemnto xu3Hu UPT (6onee 70 Hr/mi)
B KPOBHU SIBJISIETCSI BECbMa UyBCTBHUTEIbHBIM (B 85-90% ciyuaes),
HO HecrnenupuyHbIM Tpu3HaKoM. [losToMy 00s3arenbHO TIPO-
BenieHre perecta Ha 3-4-it Henene xu3nu. UPT Gonee 40 ur/min
SIBIISIETCSI TIOKa3aHUEM JIJIsl IPOBEACHUS MTOTOBOM MPOOKI C MOMO-
IIbI0 cHCTeM TSt cOopa m ananm3a mota Macroduct wim Nanoduct.
[TonOXXUTENPHBIMU CUUTAIOTCS PE3yabTaThl Bbimie 80 MMOJIB/I,
rokazarenu 60-80 MMOJIB/JT SBIISFOTCSI TIOTPaHUYHBIMU, MeHee 60
MMOJTB/JT — OTpUTIATETIFHBIMU. B cilydae morpaHWYHBIX pe3yibTa-
TOB ITOTOBOT'O TECTA €r0 CIENYeT MOBTOPUTH 2-3 paza, KpoMe TOro,
uenecoobpazna JJHK-guarnoctuka. [lpu nonoxureasHOM pe3yiib-
TaTe MOTOBOW MPOOBI, a TaKkKe MPH OOHAPYKECHUH MYyTAIlid TeHa
MBTP (nipu morpaHu9HOM pe3yJibTrare TOTOBOM MPoObI) peOeHKY
craBuTcs AuarHo3 MB. B coMHUTENbHBIX Cydyasx MOT'YT [IOMOYb
JIOTIOJTHUTENIbHBIE METONIbI OOCIIeIOBaHMUs: aHAIN3 Kajla Ha TaHK-
peaTnyecKyro anactasy-l, MUKpOCKOINYECKOE KOMPOJIOTHYECKOe
HCCIIeJOBaHKE, KOMITBIOTEPHAs TOMOrpadusi WiIH peHTreHorpadus
OpraHoB TPYIHOM KJIETKH, TIOCEB Ma3Ka U3 3€Ba.

Jleuenue pebeHka, 6onpHOTO MB, HY)XHO HaYMHATH Cpa3y
MocJje MOCTaHOBKU auarto3a. O0beM Tepanuu 3aBUCHT OT KJIU-
HUYECKHUX MPOSBICHUN U pe3y/IbTaTOB Ja0OPaTOPHBIX U HHCTPY-
MEHTAJIBHBIX MeTOJI0B oOcienoBanus. Y 97% OONbHBIX MEpBbIE
KJIMHUYECKHUE MPOSBICHUS BO3HUKAIOT Ha MEPBOM IOy KU3HU:
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KaK MPaBHJIO — B IEpBbIE Mecslbl. Becem manueHTaMm nokasaHa
KMHE3UTepanus He3aBUCHMO OT HaJIM4Us Y HUX IPU3HAKOB OPOH-
XOJIETOUHOTO MOpaKeHUs. Y JeTel ¢ MaJleHIIUMU CUMIITOMaMU
OpOHXHAIBHONW OOCTPYKIIUU TPUMEHSIOTCSI Tepanus MYKOJIHTH-
YeCKMMHU TpernaparaMu 1 OpoHxoauiIaTatopamMu. Bo3MoxHO paH-
Hee HazHaueHue JopHasbl annbda ([IyneMo3uM) B CBSI3U ¢ HATUYU-
€M y 3TOTO Ipernapara Hapsay ¢ BRIPAKEHHBIM MYKOJTUTHYECKUM
3¢ (PeKTOM MPOTUBOBOCHAIUTEIBHOTO NEHCTBUS, XapaKTEePHU3YIO-
HIErocsi CHUKEHHEM B OpPOHXO0AJbBEOJISIPHON KHUAKOCTH MapKe-
poB BocnasieHus: (HeHTpouiIbHas smacTasa, nHTepiaeiikun-8). C
MEPBBIX MECALEB >KM3HU ISl MHTAISIIUOHHONW MYKOJIUTHUYECKON
Tepanuy MOXKET LIUPOKO NMPUMEHSTHCS (PU3MOIOTHYECKUl pac-
TBOD XJIOpUJa HATPHUS.

Bcem HOBOpOXIeHHBIM ¢ MB, nMEOMMUM KIMHUYECKUE TTPO-
SIBIEHUS] KUIIEYHOT'O CHHJpOMa WM HU3KUE MOKa3aTenaun (exaib-
HOU smactasbl-1, MmokazaHa 3aMeCTUTENIbHASI Tepanusi MUKpocde-
PUYECKUMH MaHKpeaTH4eCKUMH (epMEHTaMH O/l KOHTPOJIEM KO-
MIPOrpPaMMBbl, YaCTOTHI M XapaKTepa CTyia, eKeMECTUYHON MPHUOaBKU
Beca. OOs3arenbHBIM SBISIETCS Ha3HAYEHUE >KUPOPACTBOPUMBIX
BUTaMHUHOB.

IIporuo3 ais )KU3HU, UHTEIJIEKTA U PENPOLYKIMH, IPU yCIIO-
BUM CBOEBPEMEHHO HAYaTOTO M aJ€KBaTHOTO JIEUEHUS — OTHOCH-
TEJIHO OJIaronpUsTHBIN.
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MEPCIEKTVBb HEOHATAABHOTO CKPUMHMHTIA
B POCCUIICKOI ®EAEPALIVIU

Benymue crienuanucTel-TeHETUKA B HAIllEH CTpaHe CYUTAIOT
HEOOXOIUMBIM YBEJIMUYCHHE YHCIa CKPUHHPYEMBIX 3a0oieBaHUN
¢ 5 go 30 »ozomoruii. Tak B MOCKBe CIHCOK 3a00JIEBaHUM, IHU-
arHOCTUPYEMBIX TNPU HEOHATAJIbHOM CKPUHHUHTE, PACIIUPEH 0
11 mynkToB. Takum oOpazom, ¢ 2018 roma HOBOPOXKIEHHBIE ETH
B CTOJIMLE Hamlel cTpaHbl oOcieayroTcs Ha 11 HaciaencTBEHHBIX
Y BPOXJICHHBIX MAaTOJIOTUH, KOTOPBbIE MOYKHO BBISIBUTH 10 Hadaida
pa3BUTHS OOJIE3HU, TEM CAMBIM TPEIOTBPATHB PA3BUTHE YTpOXKa-
OUX KU3HU ocioxHeHui. ComnacHo mnpuka3y JlemaprameHta
3npaBooxpaneHuss MockBbsl Ne 935 ot 26.12.2017 1., B CTOTUYHBIX
PONMIIBHBIX JIOMaX HEOHATAJIbHBIA CKPUHHUHT BKJIIOYAeT B ceOs
JMAarHOCTHUKY elle MeCTH 3a00JeBaHNi U3 TPYIIITBI OPraHUYECKUX
auuaAypuid, aMUHOAUUAONATHH W TPYyNNbl HapylmleHUul oOMeHa
KUPHBIX KACIOT:

1. JlyrapoBas anuaypust tan 1

2. Tupozunemus tun 1

3. JleiiuHo3

4. MeTuIManoHOBAas/TIPOTTMOHOBAS LU LY PHS

5. HenocrarouHoCTh OMOTHHUAA3BI

6. Henocrarounocts ami-KoA-gerunporeHassl cpeHeneno-
YEYHBIX JKUPHBIX KHCIOT

B Hacrosimee Bpemsi NMPOBOAUTCH AHAJM3 BbISIBJEHHBIX
JAHHBIX U, BO3BMOKHO B NepPCleKTHBE, pacliMpeHHe CIeKTpa
CKPMHHPYeMOil naTooruu Oyaer JO0CTYIIHO BCeM peruoHam
Hallell CTPaHbL.
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TECTOBBIE BAAAHUA AAA CAMOITIOATOTOBKU

BI)I66pI/ITe OJIMH HUJIM HECKOJILKO IMPaBUJIbHBIX OTBETOB

1. B POCCUHN BUOXMMUYECKOMY CKPUHUHIY
HOBOPOX/IEHHBIX ITO/JIEXAT 3ABOJIEBAHU A

1) ampeHOreHUTAIBHBIN CUHIPOM

2) cunapom Jlayna

3) ¢pennnkeronypus

4) ranakTo3emus

5) cunapom Dnepca-/lanno

6) MYKOBUCITHI03

7) BPOXKJIEHHBII TUTTOTHUPEO3

2. 3ABOP KPOBU HA HACJIEJJCTBEHHBIE
3ABOJIEBAHUAY JOHOIEHHBIX HOBOPOXIAEHHBIX
OCYIIECTBJISIETCA HA

1) 1 cytkn

2) 3 cyTkmn

3) 4 cyTku

4) 7 cyTku

5) 11 cytkm

3. 3ABOP KPOBU HA  HACJIEACTBEHHBIE
3ABOJIEBAHNMSA V HEAOHOHIEHHBIX HOBOPOX/IEH-
HbIX OCYILECTBJIAETCS HA:

1) I cytkmn

2) 3 cyTkmn

3) 4 cyTku

4) 7 cyTku

5) 11 cytkn

4. TIOMIYJISILUOHHAST YACTOTA GEHWIKETOHYPUA
B EBPOIEMCKUX MONYIISLINASIX COCTABJISET
1) 1: 700



2) 1: 1000
3) 1: 2000
4 1: 4000
5) 1: 10000

5. OCHOBHBLIM CIIOCOBOM JIEUEHUA ®EHUII-
KETOHYPUU ABIIAETCSH

1) nueToTepanus ¢ UCKIIOYEHUEM (PPYKTOB

2) nueroTepantus ¢ OorpaHMYEHUEM/UCKITIOYEHHEM MOJIOKa

3) auerorepanus ¢ OrpaHUYCHUEM caxapa

4) nueToTepanus C UCKIIOYCHUEM KUBOTHOTO Oelka

5) IueToTepanus ¢ OrpaHUYEHUEM €CTECTBEHHOTO Oelka 1 BBe-
JICHHEM THIPOJIN3aTOB OeiKa

6. 111 ®EHUJIKETOHYPUU XAPAKTEPHBI

1) BeICOKHI YpOBEHb (heHWITaTaHMHA TPUIICHHA B KPOBU, B3S-
TOW MO CKPUHUHTY

2) 3aj1epKKa ICUXOMOTOPHOTO Pa3BUTHS, MUKpOLehanus

3) runonUrMeHTAaIMs Paay XK1, BOJIOC, KOXKU

4) cynoporu

5) «MBIIIKMHBINA 3amax»

6) GucekcyallbHOE CTPOCHUE HAPY>KHBIX TOJIOBBIX OPraHOB

7. TIPOOUIIAKTUKA IIOBTOPHOI'O POXIAEHUA B
CEMBE PEBEHKA BOJILHOI'O ®EHWJIKETOHYPUEN
BKIIFOYUAET

1) IHK- auarnoctrka MyTanuii y ©MEroerocs 00JIbHOTO pe-
OcHKa U poauTenei

2) WHBa3MBHAs NIPEHATaNbHAs TUAarHoCTHKa B cpoke 10-13 He-
neNb OepeMeHHOCTH ¢ TipoBeacHueM npsmoi JIHK — nuarno-
CTHKHU B cliyyae OOHapyKeHHUs MyTallil y y)Ke MMEOIIErocs
60JIbHOTO pebeHKa U pouTeneit

3) uHBa3MBHAs MpeHaTalbHAs AMarHocTuka B cpoke 10-13 He-
Jienb OepeMeHHOCTH ¢ TipoBenenrneM kocBenHor JIHK — mua-
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THOCTHKH B CITy4ae He OOHApyKeHUsI MyTallui y yKe HMEIoIIe-
rocsi 00JIbHOTO peOeHKa U poUTeNeH

4) npuem (onureBoit KUCIOTHI 3a 3-4 Mecsa 10 HACTYIUICHUS
TUTAHUPYEMO OepeMeHHOCTH

5) V3U wiona B 12 Henenb 6epeMeHHOCTH

8. BEPOSATHOCTD ITOBTOPHOTI'O POXIAEHIMA
BOJIBHOI'O PEBEHKA VvV CVIIPYI'OB, HMEIOINUX
PEBEHKA, CTPAJAIOIIEIO MYKOBUCHUIO30M,
COCTABJIET

1) 75%

2) 50%

3)25%

4) 6mm3ko k 0%

9. UIAA MYKOBUCHUJIO3A XAPAKTEPHBI

1) BBICOKMI ypOBEHb IMMYHOPEAKTUBHOI'O TPUIICUHA B KPOBU
B3SITOM IO CKPUHUHTY

2) BbICOKasl KOHIIEHTpALMs XJIOPUJIOB B IOTOBOM XKHJIKOCTH

3) MEKOHHUEBHIH HUIICYC

4) nHeBMOHHUS

5) KpUNTOPXU3M

10. MYKOBUCILI 03 ELLE HA3BIBAIOT
1) kuctopuOpPO3 MOMKETYTOUHOM JKEIe3bl

2) CHHAPOM «COJICHOTO peOCHKa»

3) mIuKoreHo3

4) remoxpomMaro3

5) ageHOMHO3

11. TP  AJJPEHO-TEHUTAJIbBHOM  CUH/IPOME
HABJINOOAETCS JEOUILUT ®EPMEHTA

1) 20-necmomnaza

2) nmoko30-6-pocdaraeruaporenesa



3) 21- ruppokcuiaza
4) heHMNaTaHUHTUIPOKCUIIA3a
5) xpearunuHpochorruHaza

12. AJIPEHOT'EHUTAJIbHbBIN CHHJIPOM ELIE
HA3BIBAIOT

1) ocTpast HaAMOYEUHNKOBAS HEOCTATOYHOCTh

2) XpoHHUYECKasi HAAMOYEYHUKOBASI HEJIOCTATOYHOCTh

3) Bpok/ieHHAsI TUTIEPILIA3HS KOPBI HAIITOYECYHUKOB

4) cuanpom Unenko-Kymmara

5) 6one3Hp ArcoHa

13. YKAXUTE KIIMHUYECKHUE ®OPMbBI AJIPEHO-
I'EHUTAJIBHOI'O CUHAPOMA

1) conbrepstomias

2) TeMOIUTHIECKAast

3) mpocTasi — BUpUIIbHAs

4) no3nHsas

5) nareHTHas

14. IEUEHUE AJIPEHO-T'EHUTAJIBHOI'O CMHIAPOMA
3AKIIIOYAETCS B

1) KOppeKIuH BOITHO-IIEKTPOIUTHOTO Oamanca

2) NOKU3HEHHOW KOPPEKIMH TOPMOHAIBHOI'O CTaTyca

3) mpoBeICHNN TUTACTHUYECKOHN OIepaliuu ¢ 1EeIbi0 KOPPEKIIUH
moJa

4) nueroTepanuu ¢ OrpaHUYCHUEM/HCKITFOYCHHEM MOJIOKA

5) nuerorepanull ¢ orpaHWYEeHHWEM ECTECTBEHHOTO Oeika H
BBEJICHHEM THIPOJTN3aTOB OeKa

15. TIPU TAJIAKTO3EMHWHU BO3MOXEH JE®OUIUT
OEPMEHTOB

1) 21-ruapokcumnasza

2) ranakro3o- 1-pocdar-ypununrpancdepasa
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3) rajmakToKHMHa3a
4) Y]1®- ranakro3o-4-anumepasa
5) dpyxro3o-1-docdar anpronaza B

16. BEPOSITHOCTD POXKJIEHIS BOJIBHOT'O PEBEHKA
B M30BPAXXEHHOUM  HIDKE  POJIOCJIOBHO
COCTABJISIET

1) 0%

2) 25%

3) 50%

4) 100%

2

17. JUI KJIIMHUYECKOW KAPTUHBI TAJTAKTO3EMUU
XAPAKTEPHO

1) >kesya04HO-KUIIEYHbIE TPOSIBICHUS

2) maronorus ne4yeHu

3) maTonorusi ONOPHO-/IBUTATENLHOTO arnapara

4) nopaxenue [ITHC

5) mopakeHue TOoYeK.

18. 1JIS1 KJIMHUYECKOM KAPTHHBI BPOXEHHOI'O
I'MIIOTUPEO3A XAPAKTEPHO:

1) mynouHas rpeixka

2) MakporIoccus

3) CYyXOCTh KOXHU

4) ducekcyalbHOE CTPOCHHUE HAPY)KHBIX T€HUTATHNA

5) «MBIIIUHBINA 3amax»

6) MEKOHUEBBIN HJICYC.

19. JIEHEHUE BPOXJEHHOI'O THUIIOTUPEO3A
3AKJIIOYAETCA B
1) KoppeKIHH BOAHO-3JIEKTPOIIMTHOTO OaslaHca



2) MOXU3HEHHOW KOPPEKLIUH TOPMOHAJIBHOTO CTaTyca Iperna-
paraMu JeBOTUPOKCUHA

3) npoBeneHUN MIACTUYECKON ONepalu ¢ LEeIbl0 KOPPEKLIUU
roJia

4) nueToTepanuu ¢ OrpaHuYeHUEM/UCKIIOUCHHEM MOJIOKA

5) nuerorepanvy ¢ OrpaHUYEHUEM E€CTECTBEHHOrO Oelika u
BBEJICHHEM THIPOJIN3aTOB OeKa

1. I AUATHOCTHUKU BPOXIAEHHOI'O THUIIO-
TUPEO3A ITPUMEHAIOT

1) MPT ronoBHoro mo3sra

2) Y3U muToBUIHOM JKeTe3bl

3) onpenenenne ypoBHs Koptuzona, 17-OI1I.

4) onpenenenue yposus TTI, T4, T3.

5) ckaHUpPOBaHHUE UIUTOBUIHOMN JKEJIE3bl.

61



OTBETBI HA TECTOBDBIE 3AAAHUA

HOMEP TECTOBOI'O 3AHSTHS BAPHAHTEI OTBETOB
1 1,3,4,6,7
2 3
3 4
4 5
5 5
6 1,2,3,4,5
7 1,2,3
8 3
9 1,2,3.4
10 1,2
11 3
12 3
13 1,3.4,5
14 1,23
15 2,34
16 1
17 1,2,4,5
18 1,2,3
19 2
20 24,5
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CUTYAIUMOHHBIE 3AAAYUN

Cutyannonnasi 3aga4a Nel

B Menuko-reHeTH4ecKyl0 KOHCYJIBTAIlMI0 O0paTHiiach JKEeH-
LIMHA, UMeroas 00JbHOrO pebeHKa JUisl YTOUYHEHHs AMarHo3a u
nporHo3a. J{eBouka pojuinach ot 2 HOpMaIbHO MPOTEKaBIek Oepe-
MEHHOCTH, BTOPBIX POJIOB B cpoke 41 Hexens. Macca mipu poxjie-
Huu 3900 rp., rHA 54 oM., orieHka 1o mikane Anrap 7 6amios. B
BBITIICKE M3 POAWJIBHOTO JIOMa MUMEETCS MHPOPMALU O TMO3THEM
OTXOKJICHUH MEKOHHSI, MEJICHHOW ATUTEIN3alliH IyTTOYHON paH-
KM, IIyIOYHOHN I'PbLKE, MPOJIOHIUPOBAHHOM kenTyxe. C poskaeHUs
MaTh OTMEUYAeT OTEYHOCTh JIMIA, CYXOCTh U IIENYIICHUE KOXKH,
HU3KHUI TOJIOC, CKIIOHHOCTH K 3amopaM. B mocnenytromiem HabIr0-
JTAJIACH BSJIOCTh, CHUKEHHE alllIeTUTA, 3aTPYIHEHUE IIPU [JIOTAaHUH,
mioxas npudaBKa Macchl Tella, MbllIeyHasi TMIOTOHUS. [ 010By Ha-
yaja JepxaTh B 6 mecsies, cuaeth B 10 MecsiiieB, He XOAUT, Iep-
BbI€ 3yObl B 11 MecsiieB.

[Ipu ocmotpe B 11 mec. poct — 69 cm., Bec — 7900 rp., quc-
MIPOMOPIIMOHATILHOTO TeNOCIOKeHUs. KoyKHbIe TOKPOBBI OJIe/IHbIE,
cyxue. Typrop TkaHeil cHmxkeH. OTMeyaeTcs MBbIIIEYHAasl THUIIO-
TOHHUS, TUTIOTEPMHUSL KUCTeH M cTom. [T1a3Hble mienu y3kue, BEeKH
OTEYHBIE, POT MOIYOTKPHIT, MaKporIoccHsi. Bomock! Tyckibie, HOT-
TH JTIoMKHe. [o5oc rpyOsIid, HU3KKH. BONbIION POMHUYOK OTKPHIT.
AyYCKyJIbTaTUBHO JIbIXaHUE MPOBOJUTCS BO BCE OTIEINbI JIETKHUX,
XpUIIbl HE BICIyIIMBatOTCsA. ToHbI cepaua npurnyiiensl, YCC-60
B MUH. JKMBOT yBelIMYEH B pa3Mepax, aCHMMETPUUEH, BU3yaIU3H-
pyeTcs BhIISIYMBaHHE B oOnacT mynka. [ledeHb M cene3eHka He
nanpnupyroTcsa. Ctyn 1 pas B 4-5 nHeit, mocie kiu3Mebl. [(uypes B
HOpME.

B menuuumHcKol KapTe pebeHka oTMETKa O 3a00pe KpOBU Ha
HacJIJICTBCHHBIC 3200ICBaHUS HE OOHApYXKEeHA.

Bonpocsr k 3agaue Nel.

1. Bam npeanosnoXKuTesbHbIN JUarHos.

2. Kakas nmporpamma, BXOAsIasi B COCTaB MPUOPUTETHOTO Ha-
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[IHOHAIBHOTO MPOEKTa «310pOBBE» IMO3BOJSIET TUATHOCTUPOBATH
JTAHHYIO MATOJIOTHIO Ha paHHEH, JTOKIMHUYECKOW CTaIum?

3. Kakue emre 3aboneBaHust JUarHOCTHPYETCS B paMKax 3TOH
IIPOrpaMMbI?

4. B xakue cpoKu OCYIIECTBIACTCS 3a00p KPOBU?

5. Kakue 1ononHuTenbHbIE UCCIET0BAHNUS HEOOX0AUMO MTPOBE-
CTH JUTSI TIOITBEPKICHHS TUaruo3a’?

6. KakoBbI 0H1aeMble pe3ylIbTaThl?

7. O603HaYbTE TEPaANEeBTUYECKYIO TAKTUKY.

Cutyanuonnas 3ajgaya Noe2

Bpau-reneTuk mnpuriameH B OTJEJIEHUE MATOJIOTUHU HOBOPO-
KJICHHBIX C IIeTbI0 KOHCYNhTUpOBaHUS manueHta K. B Bo3pacte
5 nueii. PeGeHok oT 1-if 6epeMEHHOCTH, TIEPBBIX CPOYHBIX POIOB.
Macca npu poxxaeraun 3000 1, poct 51 cm..Ilpu ocMoTpe KoKHBIE
TTOKPOBHI OJIEAHBIE C CEPOBATHIM OTTEHKOM, CYyXH€, OTMEUAETCs TH-
MEepIUrMEHTanus 0ol JINHUK )KUBOTA M HAPYXHBIX TEHUTAJIHA.
Typrop TkaHell CHUXEH, MbILIEYHAs! TUIOTOHUS, TUIIOpE(IEKCHS.
JlbIxaHHe MOBEPXHOCTHOE, ocialieHHoe. ToHBI cepala MpUIIy-
miensl. Cocer BsIo, Ha 4 CYTKH KU3HH MOSBUINCH YacThIe, OOMIIb-
HBIE CPBITMBaHMA, pPBOTA. JKUBOT MpH ManblNalii MATKUH, IE4eHb
+2 cm. Cryn KuAKui, 0OBIYHON OKpPACKH.

OTmeuaeTcst BUPUIN3alUU HAPYKHBIX TeHUTAIUN (2 cTeneHb
no Prader): runeprpodus KIUTOpa U YaCTUYHOE CpalleHue OOb-
IIMX TIOJIOBBIX I'y0 (BBICOKAS 3a/(Hss CHaiiKa)

PeGenok mepeBesieH B OTIENICHNE peaHMMAIMA HOBOPOXKICH-
HBIX JJIs BepU(UKaIMKM JUarHo3a W OINpelesieHHs JajbHenIen
TAaKTUKU JICUCHHUS.

OOmmii ananu3 kposu: Hb — 115 /i, Dp — 5,0x10'%/n, Jleiik
—9,5x10%m; meiirpoduist: /s — 2%, /s — 50%; 3 — 2%, 1 — 38%,
M — 8%.

buoxumudeckuii aHaau3 KpoBU: oOmmi Oenok — 55 /i, Xo-
nectepuH —4,7 MMoJb/J, Tiroko3a — 4,4 MMoub/1, Hatpuit — 127,0
MMOJIB/JI, KaJIui — 6,5 MMOJIB/JI.
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Pesynbrarel | aTana HeonatanpHoro ckpuHuHra: @A — 1,2 mr%,
TTI — 18 MxME/n, UPT — 29 ar/mn, 17-OI1T" — 115 mmois/n, TAJT
— 312 amors/m.

Bonpocsr k 3agaue Ne2.

1. Bam npeanonoxxuTenbHbIi 1uarno3?

2. Kakoii Tn Hacieq0BaHus JAaHHOTO 3a00JI€BaHMs U KaKasi Be-
POSITHOCTB POXKJICHHSI B 3TOM CeMbe B BTOPOTO OOIBHOTO pedeHka?

3. YUem 00ycroBiIeHa TSHKECTh COCTOSIHUSL peOeHKa Ha 4 CyTKH
MoCJIe POXKJIECHUS?

4. KakoBa nHTEpnpeTanus pe3yJbTaToB HEOHATAIIbHOTO CKPH-
HuHra?

5. Kakumu ropMoHasIbHBIMH NpenapaTamMmy MPOBOAUTCS 3aMe-
CTUTEJIbHAs Tepanus’?

6. MeTo/ibl MOATBEPKAAIOIEH JMATHOCTUKH?

Curyanuonnas 3agaqa Ne3

PeGenok T. mocTynui B peaHUMAIIMOHHOE OTNIEIICHHUE JIETCKON
KJIMHUYECKOoN OonbHUIBI Ha 10 CyTKH >KM3HHM C jkajo0aMu Ha Ka-
1IeJIb, OABIIIKY, CyO(heOpUIbHYIO TeMIeparypy, CHUKEHHE aIre-
THTA, CJIa00CTh.

[Ipu obcnenoBaHuK B OTAENEHUH Obljla TUArHOCTHUPOBAaHA Jie-
BOCTOPOHHSSI HUKHE0/1eBast THeBMoHus, JIH 1-2.

Pesynbrarel | sranma HeoHatasnbHOro ckpununra: @A — 0,9
mr%, TTI — 8 MkME/n, UPT — 186 ur/mu, 17-OIII" — 15 mmons/m,
I'AJI — 112 amonb/m.

Bonpocsr k 3agaue Ne3.

1. ChopmynupyiiTe BOSMOXHBIH MTpeIBapUTEIbHBIN JHATHO3.

2. Kakoii 6MOXUMUYECKUI MapKep CBUAETENbCTBYET B MOJIb3Y
JTAHHOTO JIMarHo3a

3. O0o03HaubTe JANBHEUIINNA TUATHOCTHUECKUH anropuTM?

4. MeTonbl MOATBEPKJAIOLIEH TUarHOCTHKY.

Cutyanuonnas 3agaua Ned
B Menuko-reHeTHuecKyl0 KOHCYJbTALHMIO IO HAlpaBJIEHUIO
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OKYJIUCTA C IMarHO30M: KaTapakTa 000uX a3, 00paTUIIHCh POIH-
tenu OonbHOTO pedenka 2000 r.p., B Bo3pacTe 3-X MecsIeB, AJIS
YTOUHEHUS JMarHo3a U mporuosa. Poaurtesnu 310poBbl, COCTOST B
KPOBHOPOJICTBEHHOM Opake, Marepu 24 roza, otiry 25 net, Pebenok
OT TpeThel OepeMEeHHOCTH, TPEThUX CPOYHBIX POIoB. Bec mpu po-
xneauu 3570r, poct 53 cM. M3 ponnoma aeBoyka BelMcaHa Ha 6
cytku. PanHee pa3Butue pedeHka ¢ 3anepxkoi. C pokIeHHs OT-
MEUYaJIUCh YacThI€ CPBITMBAHMS, PBOTA, HEYCTOMUYMBBIN CTYJ, IUIO-
xast mpubaBKa B Bece, KelTyXa HOBOPOXKIECHHBIX 0 2-X MECSIIEB.
HaGmonaercst y HeBpormaronora ¢ AMarHo30M MepUHATaIbHOE 0-
paxenune [THC. [Tokazarenu ¢puzmaeckoro pa3BUTH: POCT 55 cM,
Bec 4900 1, TenocnokeHue NpornopuUHOHaIbHOE, KOKHBIE TOKPOBbI
OreHbIe, TTOIKOKHO-KUPOBOH ci10i ucToHYeH. [leyeHs BbicTyma-
eT u3 ox pedepHoit myru Ha 3 cM. CTyil HEyCTOWYNBBIH.

I'eneanornyeckuii aHaMHe3: JBO€ CTApIIUX POJHBIX OpaTheB
npoOaHaa yMmepiu B Bo3pacTe | Mecsia, IpeArnolokKUTEIbHO MTPU-
YMHOM CMEpPTH B 000MX Cllydasx CTajla MEeYeHOYHAas HelI0CTaTou-
HOCTb, CENCHUC (OT BCKPBITUS YMEPIIMX JETeH pOAUTENN OTKa3a-
JIUCB).

Bomnpocsl k 3agaue Ned

1. Bam npeanonoXuTenbHbIi 1uarnos3?

2. Kakue knmuHu4ecKre CUMIITOMBI CBUIETEIBCTBYIOT B IOJIb3Y
nuarsosa?

3. UTo MOIIIO CTaTh NPUYMHON CMepTH cHOCOB mpobana?

4. Onpenenenue Kakux OMOXMMHYECKUX MapKepOB HEOOXOIH-
MO B JJaHHOW CUTYyaluu?

5. MeTo/ibl MOATBEPKAAIONIEH JUATHOCTUKH?

6. KakoB nmporHo3 noTomMcTBa y 1aHHOW ceMeiHO! napbl?

Cutyanuonnas 3agaqa NeS

B Menuko-reHeTH4ecKyt0 KOHCYNbTAl0 00paTuiach KeHIIH-
Ha, UMeronIas OONBHYIO I0Yb 3-X JIET, /Ui YTOYHEHHS JHarHo3a
1 nporHo3a. JleBouka poaunach ot 4-if, HOpMaJIbHO MPOTEKABIIICH
oepemennoctu. Poapl 2-e ¢usnonorudeckue. Pogurenu 310poBbI,

66



Ha MOMEHT poKIeHus mpodanaa marepu 20 neT, otiry 31 rox. Bec
npu poxkaenun 3200 1, poct 52 cMm. M3 poausibHOTO 0Ma J1€BOY-
Ka BBINIMCaHa MO HACTOSHUIO MaTepu Ha 3 CYTKHU *Ku3HU. [lepuon
HOBOPOXKAEHHOCTH MpOTeKan 0e3 0COOCHHOCTEH, HaXOAMWIach Ha
IpyaHOM BcKapmimBanuu 10 10 mecsieB. B Bo3pacte 4 Mecsiiies
peOeHOK cTaj BSJIbIM, NIEPECTANl UHTEPECOBATHCS UTPYLIKAMU, pe-
arupoBath Ha MaTh. B 9 mecsues Ha ¢pone OP3 ¢ cy6deOpunbHOit
TEeMIepaTypoll HaONromaics MPHUCTYN TeHEpaTM30BaHHBIX TOHH-
KO-KJIOHMYECKHUX CYIOpPOT MPOAOJIKUTEIBHOCTBIO 10 2-X MHUHYT.
JleBouKka OCMOTpEHa HEBPOIIATOIOTOM, IMOJyJaja JiedeHne (GpeHo-
Oapouranom. [Ipuctyn moBTopmics yepes 3 mecsa. B cBs3u ¢ BbI-
PaKEHHOM 3a/1ep>KKOM CTaTUKO-MOTOPHOIO Pa3BUTHsI HaIlpaBiieHa
Ha koHcyasTranuto B MI'K. IIpu ocMoTpe mpaBHIIBHOTO TEIOCIIOXKE-
HUSI, KOKHBIE TIOKPOBBI OJICJHBIC, HA MEKaX IUATe3HbIC BHICHITIA-
HUS, BOJIOCHI CBETIIbIE, TNIa3a OJenHo-Tonyobie. [leuens u cenesen-
Ka HE yBeJlIM4eHbl. MaTh oOpaliaeT BHUMaHHE Ha CrieU(pUIEeCKUIT
3armax Moun y pebeHka. OTMedaeTcsi 3HAYUTEIILHOE OTCTaBaHHE
TICUXO-PEUEBOTO U MOTOPHOTO PA3BUTHSI, MBIIIICYHAS THIIOTOHUSI.

Bomnpocsl k 3axaue NeS5.

1. Bam npeanonoxxuTenbHbli 1uarno3?

2. Bo3aMorkHa I IMarHOCTHKA JAHHOTO 3a00JieBaHUS Ha paH-
HeW JOKIMHUYECKON CTaguu?

3. Yto cTano npuYMHON MO3IHEN MOCTAaHOBKHU JAMArHO3a.

4. KakoBa najpHelIIas JUarHocTUIecKas TaKTHUKA?

5. Meto/pl MOATBEPKAAIOIEH JUATHOCTUKH?

6. JleueOHBIC MEPOTIPUSITHSL.

7. Ba nporxos.
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OrtBeTnl K 321a4e Nel

1. BpoxaeHHbIi runoTupeos, Tsokenas Gopma.

2. HeonaranbHbIil CKpPUHHUHI HOBOPOXKJIEHHBIX Ha Haclel-
CTBEHHBIE 3200JICBaHHUSI.

3. MyKoBUCIIUI03, aIpeHOI€HUTAIbHBIA CUHAPOM, rajgakTo3e-
MUS1, BPOXKJICHHBIN THUIIOTHPEO3, (DEHUITKETOHYPHSI.

4. Ha 4 cyTKM y JOHOIICHHBIX JE€TeH M Ha 7 CYTKH >KM3HU Y
HEJOHOLIEHHBIX.

5. HUccnenoBanue ropmonanbHoro craryca: TTI, T4cs., T3;
V3 mToBUAHOM KEIE3BI.

6. l'unepTupoTponuHEMusi, THIOTUPOKCUHEMHUSI; aHOMAJTIUH P3-
BUTHSI ILIUTOBUIHOM >KE€J1€3bI

7. lloxxn3HEHHAas 3aMECTUTENIbHAs TOPMOHAJBHAS TEPAUs
npenaparaMmu JeBOTUPOKCUHA: DyTUpokc uian L-tupokcun 10-15
MKT\KT\CYT.

OtBeThI K 321a4e Ne2

1. Anpenorenutanbhblii cunapom. Jdeduuur 21-rugpokcuna-
3bl, COJIBTEpsItomas popma.

2. AyTOCOMHO-PELIECCUBHBIN THUIT HACJIEOBAHUS; PUCK POXKIE-
HUSl BTOpPOro 60sbHOTO pedenka — 25%.

3. PazButreM CoNbTEPSIIOLIETO KpHU3a.

4. B pesynbrare oOCleIOBaHUS B paMKax IMPOrpaMMbl HEOHA-
TaJbHOIO CKPUHHUHIA HA HACJIECTBEHHbIE U BPOXKIEHHBIE 3a0071e-
BaHUs BBIABICHO NOBbIeHNE ypoBHs 17-OIII" 3HaunrensHO mpe-
BBINIIatoIIee HopMaTuBHBIC 3HadueHus: 17-OI1T" — 30 Mmomb/m.

5. 3amecTuTeNbHas TOPMOHAIbHAS TEPAIUS IPOBOJUTCS TIIFOKO-
KOPTUKOUJAMU ¥ MUHEPAIOKOPTHKOHIAMH (KopTed 1 KOpTUHED).

6. JIHK-mmaramoctuka reaa CYP 21.

OTtBeTbl K 3a1aue Ne3

1. Kimaccndecknii MyKOBHCIIUI03 C HEHAPYIIEHHOW (yHKIIHEH
MOJKEITYIOUHOM Kele3bl (IPeUMYIIeCTBEHHO JerouHas opma 3a-
6onesanus) UPT — 186 ur/min (Hopma g0 70 Hr/mi)
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2. PerectupoBaHume B paMKax IPOrpaMMbl HEOHATAJIBLHOIO
CKPUHHHIA;

3. Ilpu nonyyenuu BhICOKMX Tokazarteneit PT na II stame
HEOHATAJIBHOTO CKPUHUHTA PEKOMEHJ0BAaHO MPOBEIECHUU TOTO-
BOM MPOOBI (MTOJOKUTEIBHBIMU CUUTAIOTCS PE3yJbTaThl Bhiie 80
MMOJIB/J1, okazaresnn 60-80 MMOJTb/TT HHTEPIPETUPYIOTCS KaK T0-
rpaHu4HbIe, @ MeHee 60 MMOJIB/TT — KaK OTpHUIATeIbHbBIC; B CIIydae
MOTPaHUYHBIX PE3YJIBTATOB IIOTOBOIO TECTa €ro MOBTOPSIIOT 2-3
pasza, c UHTEpBaJIOM B 2-3 JIHS).

4. Tlpn norpaHn4HbIX pe3yabTaTrax IIOTOBOIO T€CTA PEKOMEH-
nosana JIHK-auarnocruka.

OT1BeTbI K 3a1aueNe4.

1. lanakTozeMus.

2. Karapakra, co)HOCTH BCKapMJIMBaHMs, CPbITUBAaHUS, PBO-
ThI, TIPOJIOHTUPOBAHHAS JKENTyXa, HEYCTOWYHMBBIA CTYJ, TUIOXast
npubaBKa Beca.

3. HennarnoctupoBaHHasi raJlakTO3eMHUsl, OCJIOKHEHHAs! rede-
HOYHOW HEIOCTATOYHOCTHIO M CETICHCOM.

4. OnpeneneHue ypoBHs rajJakTo3bl B KDOBH M AHAIN3 YPOBHS
aktuBHOCTH (pepmenTta [AJIT.

5. MonekynsipHO-T€HETUYECKOE UCCIIEIOBAaHUE: CEKBEHUPOBa-
Hust reHa [AJIT, a npu HeoOXOAMMOCTH U IPYTUX T€HOB TaJIaKTO3-
HOTO orepona (B nmepsyto ouepens [AJIK).

6. Puck poxaenust BToporo 6015HOT0 peOeHKa B JAHHOU CEMbE
coctasisieT 25%.

7. OTBeTHI K 3a1a4ue NeS

1. ®eHunKkeToHypusl.

2. PaHHsS quarHOCTHKAa BO3MOXKHA, TPU YCJIOBHH 00CIeIOBa-
HUS peOCHKA B paMKaxX MPOTpaMMbl HEOHATATLHOTO CKPUHUHTA.

3. PanHsAs BBIKMCKA U3 POIMIBHOTO JIOMa, O CPOKOB 3a0opa
KpPOBH Ha HACJICJICTBCHHBIC M BPOXICHHBIC 3a00JIeBaHUS.

4. Onpenenenrie ypoBHs ()eHUIATAHINHA B KPOBH M MOYE.
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5. IHK mmnarsocTtuka.

6. Ha3nauenue querorepanyy ¢ OrpaHUYEHHUEM MIPOAYKTOB CO-
JiepKamux GeHUIaIaHuH.

7. IIporuo3 uist ’KU3HM ONArONPHUSATHBIN, JUIS UHTEIUICKTyallb-
HOT'O Pa3BUTHsI HEOIATONPUATHBIN.
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IMMPMAOXEHUA

Mpunoxenue 1

MHCTPYKLUMSI
IO TPOBEAEHMIO I 9TAITA MACCOBOTO OBCAEAOBAHUA
HOBOPOXAEHHbBIX HA HACAEACTBEHHBIE
3ABOAEBAHNSI

1. MaccoBoe o6cnenoBanue (CKpuHunz) HOBOPOXKICHHBIX Ha
Hacnedcmeennvle 3a001€6aHuA OCYIIECTBISCTCS HAa OCHOBaHHUU
npuka3za MuUHHCTEPCTBA 3APAaBOOXPAHEHHS M COLMAIBHOTO Pa3BU-
tus PO or 22 mapra 2006 roga Nel8S.

2. HoBoposkaeHHBIE 00CIEAYIOTCS B TOCYAaPCTBEHHBIX M MyHH-
LUUINATbHBIX YUPEKICHUIX 37]paBOOXpaHEHUs HA 5 Hacnedcmeen-
HpIX 3a00n1e6anuil (AAPEHOTCHUTAIBHBIA CUHIPOM, BPOXKIACHHBIN
THIIOTHUPEO03, TATTAKTO3EMHIO, MYKOBUCIIH/I03 U (DEHIIIKETOHYPHIO)
B IIEJISIX UX PAHHETO BBISIBICHUS, CBOEBPEMEHHOIO Hayasja Jeye-
HUS, TPOPUIAKTUKA CMEPTHOCTH, UHBAIUTHOCTA U Pa3BUTHA TH-
KEJIBIX KITMHUYECKUX TOCIIECTBHH.

3. JlnarHocTHKa MEepeunCICHHbIX HACIEeICTBEHHBIX 3a00seBa-
HUI NpearonaraeT Koauyecmeennoe onpeoenenue co0epiHcans
B KPOBH 00CIIEyeMOro YpOBHEH HEKOTOPHIX MapaMeTpoB: I7-0k-
cunpozecmepona (17-OI1') npu agpeHOreHUTAIBHOM CUHAPOME,
mupeomponnozo zopmona (TTI') npu BpoKaIeHHOM TUTIOTHUPEO-
3e, canakmo3wl (I'a;m) Tpu ranakTo3eMuH, UMMYHOPEAKMUEHO20
mpuncuna (UPT) npu mykouctunosze u ghenunananuna (OA)
pu (PEHUITKETOHYPHUH.

4. O6cnenoBaHUIO HA HACIIEICTBEHHbIE 3a00J€BaHUS IOJUIE-
KHUT KaMCOblil HcueoporcoeHHblli peOSHOK, He3aBUCUMO OT TI0JIa,
HaIMOHAJLHOCTH, (DEHOTUITUYECKUX OCOOCHHOCTEH W COCTOSHUS
3JI0POBBSI.

5. 3a60p 00pa310B KPOBH OCYIIECTBIISCTCS HA OCHOBAaHUU UH-
gopmuposannozo coznacus mamepu ¢ y4eToM IOJOXKEHUH cTa-
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teit 32,33 OcHoB 3akoHOmatenbcTBa Poccuiickoit @enepanuu 06
OXpaHe 370poBbs rpaxaan ot 22 utond 1993 . Ne5487-1.

6. 3a00p KpOBU NPOU3BOIUTCS CHIPO2O0 HAMOWLAK VI Yepe3
3 uaca nocne kopmienusn na 4 0env KU3HU OOHOUIEHHO20 U HA 7
0eHb XU3HU HeOOHOUIeHH 020 PEOCHKA B IEUCOHOM YUPEKICHUH, B
KOTOPOM OH B 3TOT MOMEHT HaXOAUTCs (POAMUIIBLHBINA TOM, JeTCKast
OOJBLHUIIA, TIOJTUKIIMHUKA).

7. 3anonHeHue O1aHKOB TIPOBOIUTCS] HEROCPEOCMBEHHO TIEPE]]
3a00pOM KPOBH, ULAPUKOGOIl PYUKOU, pa3foopuuevim nouepKkom Ha
JUIIEBONM M OOpaTHOW CTOpOHE OJlaHKa C yKa3aHHWEM CIETYHOIINX
CBEJICHUI:

— Ha3BaHME HACEJICHHOTO ITyHKTa;

— HaWMEHOBAHME YUPEXKICHHUS 3/PaBOOXPAHEHUS, B KOTOPOM
MpOM3BeEIeH 3a00p 00pa3IoB KPOBH;

— HOMEp UCTOPUHU POOB;

— TIOPSIIKOBBI HOMEp TecT-ONlaHKa (COOTBETCTBEHHO HOMEPY
B JKypHaJle perucTpanny 3a00pa KpOBH Y HOBOPOXKICHHBIX IT0 TIPO-
rpaMMe HeoHaTallbHOro ckpuHuHra B JIITY);
bamunus, ums, 0T4eCTBO MarepH (ykazarb 00e pamMuiun);
— J1aTa pofioB;
nara B3sATHs 00pasiia KpoBH;

— JIOHONICHHBIN / HEJIOHOIICHHBIN — CPOK TeCTaIUH;

Bec peOeHKa;

OTMETKa O HAJIMYUH ac(PUKCUH, KENTyXH, IpuemMa aHTHONO-
TUKOB, CYJIb()OHAMUIOB

— aJpec peasbHOTO MPOKUBAHKS CEMBH MOCIIE BBITUCKU U CTa-
UOHAPA;

— HOMep KOHTaKTHOTO Tesie)oHa CeMbH;

— JIOTIOJTHUTENbHAS WH(MOPMAIUSA O POIaX U HOBOPOKICHHOM
(mpueM Martepbi0 W/HUiaM PeOCHKOM JIeKCaMeTa30Ha, BBIPAKEHHAs
OounupyOuHemus, B/B Tpanc(y3uu 10 3a60pa KpoBU HA OJIaHK)

— COCTOSIHUE 3710pOBbs pebeHka (310poB / O0JieH — JUarHo3);

— (ammus, UM, OTYECTBO JIMIA, OCYIICCTBIIIONIETO 3a00p
KpPOBH.
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8. Ilepen 3a60poM KpOBU HAMOYKU HOBOPOXKJEHHOTO CIEAYET
MuamenbHo bIMbIHLL C MbLIOM.

9. KpoBb Oepercsi cmepuibhbim 00HOPA306bIM CKapuuka-
mopom 13 00JaCTH HApyMHCHO20 KPas NAmMKU HOBOPOXKIAECHHOTO
nocJie mpeaBapuTeabHol 00padboTku koxu 70° cnupmom u cyxum
samubim wapukom (Bo n30eKaHUE TEMOJIN3A).

10. Ilepsaa kanna KpOBU CHUMAEMICA CTEPUIBHBIM CyXUM
BATHBIM TaMIIOHOM WJIM LIAPUKOM.

11. MsrkuM Ha/JaBiIMBaHUEM HA ISATKY MOIYYarOT 6MOpYI0 1
nocnedyrouwue Kanau KpoBH, MEPICHAUKYISIPHO K KOTOPBIM MPH-
KJIQJBIBAIOT TECT-OaHK, OOMIIBHO (HACKB03b W NOTHOCMbIO) TIPO-
MIUTHIBAs 5 KPyHcKoe pa3MepoM He menee I cm B TnameTpe.

73



12. bianku ¢ nsiTHAMU KPOBHU 8bICYULUGAIONICA HA BO3JLyXE HPU
KOMHAmHoU memnepanype 1o OTIEIbHOCTH, He CONPUKACAACDH C
KaKOH-IM00 MOBEPXHOCTHIO, 0€3 NPUMEHEHHs JONOIHUTEIbHON
TEIUIOBOM 00pabOTKU U MOMaJaHus MPSAMBIX COJHEYHBIX Jy4el, B
TeueHue 3 yacoe 1O TOSBICHUS MEeMHO KOPUUHEE020 OKpAIluBa-
HUS KPOBH.

13. B ucropun HOBOPOXKAECHHOIO Jenaercs oTMeTKa: «Kpoew
O CKPUHUHZY 63AMa» C yKa3aHUEM 0ampl B3STUS KDOBU U HOONU-
cu pabOTHHUKA, B3SIBILIETO KPOBb.

14. BricylieHHble U 3alI0JHEHHbIE OJaHKU ¢ poOaMu KpOBU
o0cIieryeMoro nepedaromcsa nuily, Ha3HAYaeMOMY IIPHUKA30M TJIaB-
Horo Bpaya JIIIY omeemcmeennvim 3a npoBenieHNEe HEOHATANb-
HOTO CKpUMHMHIA [0 YUpexXJIeHHIO (CTapIuas MeacecTpa JeTCKOro
OT/IEJICHUS POJMIIBHOTO I0OMa WM OTAETICHUS CTallnOHAPA).

15. Omeemcmeennwit io JII1Y 3a npoBeeHrne CKPUHUHTA HO-
BOPOX/ICHHBIX KOHMPOIUPyem RpasuibHOCmb 3a60pa KpoBU U
3anonnenusn 01AHKOE, TIOCIIE YETO YIAKOBBIBAET UX B TepMETHY-
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HBI YUCTHIN KOHGepm (TIONMMATUIICHOBBIN TTAKET).

16. TlakeTsl ¢ mpobamMu KpPOBH JIO MOMEHTa OTIPAaBKH Xpa-
HAMCA 8 X0100UIbHUKE N 00CMABIAIOMCA 8 J1a00pamopuio He-
OHATAJIBHOTO CKPUHUHTA MEINKO-TEHETHYECKOW KOHCYJBTAIINN HE
pexe 1 pa3a B 3 1Hs B CHICIIMATBHON YIIAKOBKE (MmepmMoKoHmeiiHe-
pe) c colofieHneM Temiieparypaoro pexxuma (+2 — +8°C).

17. B xaxxmom JIITY B 00s13aTeIbHOM MOPSIKE BEACTCS HCYPHAT
pecucmpayuu 3a60pa Ipod KPOBU HOBOPOXKIACHHBIX IO MPOTPaM-
M€ MacCOBOTO CKpUHHUHTA I10 TipujiaraeMoi popme.

18. Escemecauno, ne nozonee 10 yucna, 8 MI'K npencrasisi-
€TCsl OTUET O MPOBEJIEHUY MACCOBOTO CKPUHUHTA HOBOPOKIEHHBIX
10 YUPEKJICHUIO 3a NPeOblOYUiUil KANeHOAPHbLIL MeCAY.

19. Eciii mo mpock6e mabopatopun aHaIN3 KPOBH HEOOXOAMMO
B35Th PEOCHKY MO8MOPHO, TO HAa OJaHKE PSAIOM C TSTHAMH KpPO-
BH CTaBUTCSl OTMeTKa «B» — 6036pam. 110BTOPHO B3STHINA aHATU3
JIOJIKEH UMETh MPEeXHUM HOoMep 1o Bamiemy peructpairoHHOMY

KypHay.

Ilpasunvnaa opeanuzayus macco6020 CKPUHUH2A
HOBOPOINCOEHHBIX 0Dechedyum pannee vlagieHue O0IbHLIX,
ceoespemenHnoe neuenue, NPoPuUIaKmuKy pazeumus
YMCHI6EHHOU OMCMANIOCMU, MANCEIbIX KTUHUYECKUX
nocieocmeuil, 0emcKoil CMEpmHOCIU U UHBATUOHOCHU.
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